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BBEJIEHUE

JIrobas comaTtnueckas MaToJOTHs YEJIOBEKa CBsi3aHa C HACIEJCTBEHHOCTHIO. JTO
MOJIOKEHHUE SIBJISIETCSI OCHOBOM MPETMOIaBaHUS U U3YyUYEHUSI MEIMIIMHCKON T'€HETUKHU KaK
KIIMHUYECKOH, TaK U NPOPUIAKTUIECKON JUCHUIUIUHBL. [10CKOBbKY HAC/IEICTBEHHOCTD
Y U3MEHYUBOCTH ABJISIOTCA HEOTHEMJIEMBIMH CBOWCTBAMU YKU3HH, U3YUYECHUE N'€HETUKHU
BXOJUT B OCHOBY T€OPETUUECKON U KIMHUYECKON MOATOTOBKH Bpaya.

[enb Kypca MEAUIIMHCKON M'EHETUKHU 3aKJIIOYAETCs B IPUOOPETCHUN CTYICHTaMU
HAaBBIKOB OCMOTpa OOJBHBIX JUJIS BBISBJICHUS BPOXKJICHHOM U HACIEICTBEHHOM
MaTOJIOTUH, YCBOCHUS WX KIMHUYECKUX OCOOEHHOCTEH, MPOTHOCTUYECKOW IEHHOCTH
OOHApYKUBAEMbIX CHMITOMOB U MOP(GOrCHETHYECKUX BapUAHTOB  Pa3BUTHUS;
MOHUMAHHUE TIPUPOJABI HACJICACTBEHHBIX 3a00JIeBaHMI YeIoBEKa, WX JTHOJIOTHUH,
NaTOTeHe3a, MPUYUH HTUPOKOT0 KIMHUYECKOTO MOJIMMOP(U3Ma 3THOIOTUHYECKU €TMHBIX
GbOpM M IreHEeTUYECKON TreTepOreHHOCTH KIMHUYECKH CXOJHBIX COCTOSHHU. OCHOBHAas
3a7a4a TMPAKTUYECKUX 3aHIATUHW - OCBOCHHE CTYJCHTAaMU HOBEUIIMX JOCTHUKCHUU
MEIMIIMHCKON M'eHETUKH, UX peau3allMi MPUMEHUTEIBHO K JUArHOCTUKE, JICUCHUIO U
npoduIaKTUKE HACJICICTBEHHBIX OOJIe3HEH, a Takke peadunuTanuud OOabHBIX. JIjs
Oynymux Bpaueid oOIIed MpaKTHKH, TEAUATPOB BCE BBIMICTICPCUHUCICHHBIC IIETH M
3a/1a4d CTAHOBATCS HACYIIHOW HEOOXOJMMOCTHIO. B mMpakTHyecKo IesaTebHOCTH
HEOOXOAMMO yMEHHE BBIABJIATH IMAIIMEHTOB C IIOJ03PEHHEM Ha HACJIEICTBCHHYIO
MAaTOJIOTHIO C IEIbI0 JOKIMHUYECKOW WM pPaHHEH TUarHOCTUKH 3a00JIeBaHUUN IS
MOJTyYeHHUSI CBOEBPEMCHHOM IIOMOINM Bpada-TeHETHKA, JICUYCHHUS W TPOPUIAKTHKU
MTOBTOPHBIX ClydaeB 3a00JieBaHUSA B ceMbe. B TaHHOM MOCOOMH MBI CICHANH MOIBITKY
PEILINTh YaCTh 3TUX 3a7a4.

ABTOpBI BBIPAXKAIOT OTPOMHYIO IpU3HATEeNbHOCTh Kupuiny IlleBuyky, cTyaeHTy
5 kypca neuebHOTO (hakynpTeTa PI'BOY BO Amypckas TMA 3a moMoIis B TOATOTOBKE
JAHHOTO Yy4eOHOTO TMOCOOMS W HAACKOTCS, YTO TOCOOME KAauyeCTBEHHO YIyUIIUT

IIOATOTOBKY CTYACHTOB K IIPAKTHYCCKHUM 3aHATHUAM I10 MCI[HHHHCKOﬁ T'CHCTHUKEC.



1. BBEJEHUWE B MEJIMIIMHCKYIO 'EHETUKY

O6miass renetuka - (QyHIAMEHTaJbHas Hayka - U3y4daeT BOIPOCHI
HACJIEeACTBEHHOCTH M W3MEHYMBOCTH BCETO >KMBOro Ha 3emie. HacnencTBeHHOCTH -
CBOMCTBO OpraHu3Ma MOBTOPATH B Py MOKOJEHUM CXOJHBIC MPU3HAKH, TUIIHI OOMEHA
BEILIECTB M MHAUBUYyaTbHOE pa3BUTHE. VI3MEHUMBOCTH - sIBJICHHE, 0OECIIEUnBaroIee B
ABOJIIOIIMM E€CTECTBEHHBIM OTOOp, Onaromaps KOTOPOMY Y TOTOMCTBA TOSIBIISIFOTCS
HOBBIC TIpU3HaKU. B Menuinune Oombliiee 3HaUCHUE MPUOOPETACT TeHETHKA YeloBeKa -
HayKa, M3ydYarolias 3aKOHOMEPHOCTHM  HACJEJCTBEHHOCTM U  HW3MEHYMBOCTH,
OpraHU3aIMI0 HACIEJCTBEHHBIX CTPYKTYp U HMX (PYHKIHMOHUPOBAHUE Y 30POBOTO
yesjaoBeka. MeIUIMHCKAsl TEHETUKA U3YYaeT 3aKOHOMEPHOCTHU Mepeaadyr OT MOKOJCHUS
MOKOJICHUIO  HACJICAICTBEHHBIX  OOJie3HEH, a Takke pa3pabaThiBa€T METOIbI
JTUArHOCTUKHU, JICUCHUs] U MPOPUIAKTUKN HACIEICTBEHHOW MATOJIOTUH, B TOM YHUCIE U
OoJie3HEH ¢ HACIeICTBEHHOM MPeIPacionoKeHHOCTHIO.

3ajaun METUIIMHCKON TeHEeTHKH
ONpEAEICHUE IMOCIEI0BAaTEIbHOCTH HYKJICOTHUJAOB B TEHOME 4YEJIOBEKa, TOYHOMU
JIOKaJIM3allMi T'€HOB U co3/1aHue OaHKa I'e€HOB,
BBISIBJICHHE HOBBIX TEPATOTCHHBIX (DAKTOPOB U UX HEUTpaIM3aIus,
IIPEIOTBPAIlICHHE BO3/ICHCTBUS HETaTUBHBIX (DAKTOPOB HAa HACJICACTBEHHOCTb,
BBISIBIICHHE HOCUTEIJICH HACJIeICTBEHHBIX 3a00JICBAHHI CPEeIH POIUTENCH,
HU3y4YEHHUE HacjlaeICTBEHHOU MPEAPaCIONIOKEHHOCTH (COmpOTUBIIAEMOCTH,
YCTOMYMBOCTH, HEBOCIIPUUMYHBOCTH ) K HACIICICTBEHHBIM OOJIC3HAM,
BHEJIPEHUE METUKO-TE€HETUYECKOTO KOHCYJIbTUPOBAHMUS,
JOKJIMHUYECKAasl JIMAarHOCTUKA HACJIEACTBCHHOM IMATOJOTMM MYTEM MNPEHATAIBHOU
(10pO10BOI) TUATHOCTUKH M AKCIIPECC-TUATHOCTHKH,
JMIMAarHOCTHKA 3a00JICBAHUM M MX JICUEHHE, Ha JJAHHBIX [IUTONCHETUKH, OMOXMMHYECKOU
F€HETUKH, TCHOMUKHA, UMM YHOTE€HETUKH, MOJIEKYJISIPHOW T€HETUKH,

MPUMEHEHUE TeHHOW MH)XEHEPUU U T€HHOM Tepanuu HACIECTBEHHBIX OOJIE3HEH.



UCTOPUS CTAHOBJIEHUS MEJMIIMHCKOM T'EHETUKH

[Ipeanoceuiku pa3BuTus yueHusi o HacieacTBeHHocTH denoBeka XVIII-XIX BB:
kieroyHas teopusi (Teomop IlIBaHH), mOKa3aTenbCTBAa KJIETOUYHOW MPEEMCTBEHHOCTH
(Pynonsd BupxoB) u Teopus ecrectBeHHoro ordopa (Yapaes Japsun). Tak, no reopuun
Y. Jlapsuna (1868) oT KJI€TOK OpraHu3Ma OTACISIOTCS YaCTHUIIBI - T€MMYIIbI, KOTOPhIC
4yepe3 KpoBb IMONAnaroT B mosoBble kieTku. B 1884r. K.Herenmn npenmnonoxun, 4to
nepeaavya HaACJEACTBEHHBIX 3aJIaTKOB MJIET 4Yepe3 uauoruiazMy. Hemenkuil nurtosor
Buiasrensm Py (1883) oTkpbul JMHEHHOE pacmoioKeHHE B XpPOMOCOMAax
HACJICJICTBEHHBIX (DAaKTOPOB (XPOMATHHOBBIX 3€PEH) M MPOJOJIbHOE pacHIeIICHUe
XpoMocoM BO Bpems geneHus. B 1892 1. A. BelicMaH BBIABHHYJ TEOPHUIO
“3apOJIBIIIEBOM TUTa3MbI” - XPOMAaTUHOBBIC CTPYKTYPHI SIACP MOJOBBIX KIETOK.

OCHOBOITIOJIO)KHUK YYE€HHUSI O HacjeacTBeHHOCTH - ['perop Horann MeHnnens
(1822-1884) - yenicko-aBCTPUUCKHI OHOIOT-TEHETHK, a00aT - OTKPBLI 3aKOHOMEPHOCTH
HAcJEJOBaHUsA MOHOTEHHBIX MPU3HAKOB (3aKOHBI MeHzens1), BO3HUKAIOUIUE Y
OpPraHMW3MOB PEIECCUBHBIE MYTallMH HE MCYE3AIOT, & COXPAHSIOTCSA B T€TEPO3ZUTOTHOM
cocTosiHUU. (OCHOBOIOJIOKHUK MEIUIMHCKON TeHeTHKH, Hehporenetuku - C.H.
JHaunenkoB (1880-1961) - coBeTckuii yu€HbI-MEAHMK, AEHCTBUTENBHBIN wicH AMH
CCCP (1945), 3acnyxennbiii aestens Hayku PCOCP (1934), opranuzaBai nepBbie B
MUpE MEIUKO-TeHeTHuUeCcKre KoHcynbTamuu (MockBa, 1920; Jlenunrpan, 1934),
MPEJIOKUI  KIACCU(UKAIIMIO HACJICJACTBEHHBIX 3a00JICBaHUM HEPBHOW CHUCTEMBI,
MIOCTaBUJI BOIIPOC O HEOOXOJAMMOCTH COCTABJIEHHUS KaTajaora reHOB YEJIOBEKA.

B 1900 r. nocienoBaio nepeoTKpbITHE 3aKOHOB MeHensa TpeMs yueHbiMu: I'. e
®puzom (rom.), K. Koppencom (Hem.) u O. Uepmakom (aBctp.). B 1906 r. anrnumiickue
yueHble Y. barcoH m P. IleHHeT omucanu mepBbld cilydall OTKJIOHEHHUS OT 3aKOHOB
Menpens, Ha3BaHHBIM MMO3XKE CLENJIEHUEM I'eHOB. B 3TOM e rogy aHrIMHACKUNA T€HETHUK
JI. lonkactep B ombITax ¢ 0a0OuYKOW OOHApPYKWII SIBIICHHUE CIEIIJICHUS TPHU3HAKa C
nojoM. B Havane XX B. HAUMHAETCS M3YyUYEHHUE CTOMKHUX HACIEICTBEHHBIX M3MEHECHUU
mytauud (I'. ge ®pusz, C. Kopxkwunckwuii). B 1908 r. I Xapnu u B. Baiinbepr

chopMyIHMpOBaIM 3aKOH T€HETUKH TMOIMYJISIUNA O TOCTOSHCTBE YacToT reHoB. B 1953 r.



7

JIx. Yorcon (amep. Ouosor) u @. Kpuk (aHri. XUMHK) CO3Jald MOJAEIb MOJEKYIbI
JIHK. B 1959 r. Obuta OTKpbITa XpOMOCOMHAS TIPUPOJIa OOJIE3HEH.
STHUOJIOT YA U IIATOTEHE3 HACJIEJCTBEHHBIX BOJIE3HEI.

MyrTarus - 3T0 J1t00ble U3MEHEHUSI B HYKJICOTUIHOM MOCIeI0BaTEIbHOCTH WIH B
konudectBe JIHK. OHu XapakTepHbl 711 BCEX KIETOK U MEpealoTcsl U3 MOKOJICHUS B
nokosieHue. [Tonstue «MyTamusi» BBes rojuiaHackuil 0otanuk ['yro ge @pus, BoepBbie
onyOJIuKOBaB OCHOBHBIE TTOI0KeHHs B 1901 1. B Tpyne «MyTarmoHHas TEOPUs».

Kaaccnpuxanus myranmii :

I. Tlo xapakTepy U3MEHEHHUs TEHOTHUIIA:
1. 'enHble MyTanuu: HApyIIEHUs CHUHTE3a TMEPBUYHBIX MPOJIYKTOB I'eHa (MOHOTEHHBIC
MYJIbTH(AKTOpHUAIIBHBIC O0JIC3HN).
2. XpOMOCOMHBIE: CTPYKTYpHBIE (Ieelnsi, WHBEpCHsl, AYIUIUKAIWs, TPaHCJIOKAIuH,
M30XPOMOCOMBI), KOJUYECTBEeHHbIe (monurmionaus 3n, 4n, ..., aHeymiougus 2n =+
1,2,3...) (HapymIieHus: opraHoreHesa, JeTaibHble 3(PPEeKThl, XpOMOCOMHBIE aHOMAJIUN ).

II. ITo xapakTepy u3MeHeHUs PeHOTHUTIA:

1. JleranbHbI€ - T€HBI (B TOMO3UTOTHOM COCTOSIHMH) BEAYT K JIETAIHBHOMY UCXOIY
B paHHEM dMOpHOTeHEe3€e WM B pAHHEM MTOCTHATAIIBHOM TMEPHO/IE.

2. Mopdonoruueckue - u3aMeHEeHHE pocTa U (GOPMUPOBAHHUS OPTAHOB.

3. OU3NOIOTUYECKHE.

4. BUOXUMUYECKHE - U3MEHSIOLINE )KU3HEEATEIbHOCTh OpraHu3Ma.

S.IloBenenueckue.

III. ITo nposIBIEHHIO B TE€TEPO3UTOTE: TOMUHAHTHBIE, PELIECCUBHBIE.

IV. 1o ycnoBHUsIM BOZHUKHOBEHHSI: CIIOHTAHHbBIC, UHAYLIUPOBAHHBIE.

V. Ilo nokanu3anuu B KJIETKE: AJI€PHbIE, IUTOIIa3MATHYECKUE

VI. Ilo crenenn OTKIOHEHHS OT HOPMaIbHOTO (DeHOTHUTIA.

VII. Tlo 3HadeHuto: matoreHHbie (rudens YMOPUOHA, Pa3BUTHE HACIEACTBCHHBIX
OoJie3Hel), OmaronpusTHHIC (MOBBIIICHUE >KU3HECIIOCOOHOCTH OpraHW3Ma WIIM BHUA),
HelTpanbHble (HEe BIUSIOT Ha )KU3HECATSIIBHOCTh OPraHu3Ma).

[Tatorenes HaciaeACTBEHHBIX OOJIe3HEH onpeaeiseTcs TpeMs pakTopamu:



1) xapakTepoM NOBPEKIECHUS HACIEACTBEHHBIX CTPYKTYD;

2) TEHETUYECKHU JNETEPMUHUPOBAHHBIMU MOp(oPHU3n0T0rnIeCKUMHU
O0COOCHHOCTSMU OPTraHU3Ma;

3) BO3ICUCTBUSMU OKPY>KAIOIIEH CPEIbI.

HACJIEACTBEHHAA ITATOJIOT' VA, OIIPEAEJIEHUE 1 KITACCUOUKALIUA

HacnencrBennbie 00J1€3HU U CUHAPOMBI - NMaTOJIOTMYECKUE COCTOSIHUS, B OCHOBE
KOTOPBIX JIEKUT U3MEHEHHE HACJEJCTBEHHOro martepuana (Mytamusi). «BpoxxieHHbie
00JIe3HN» HE SBISIIOTCA CHUHOHUMOM «HACJIEJCTBEHHBbIE OO0JIE3HW» BBISBISIOTCA Y
pebeHKa Mpu poXKACHUHN, MOTYT ObITh BbI3BaHA HE TOJILKO MYTalUSIMH, HO U (paKTOpaMu
BHEIIHEH cpeabl (3aepKKa BHYTPUYTPOOHOTO pa3BUTHS IUJI0JIa, BHYTPUYTPOOHBIE
UH)EKIIUU, TPAaBMBI U T.11.).

I'eneTn4yeckasi K1accupukanus HacJeICTBEHHbIX 00J1e3Hel

1. XpomocomMHbIE CUHAPOMBI (KOJIMYECTBEHHbIC (YMCIOBBIE) W KaueCTBEHHBIC
(CTpyKTypHBIE) aHOMAJIMEN TOJIOBBIX U COMAaTHYECKUX XPOMOCOM Y YEJIOBEKa.

2. I'ennble 00J€3HU: MOHOTEHHBIE HACJIEACTBEHHBIE 00JIe3HH (MTOpaKEHUE OJTHOM
mapbpl  aJUleNIbHBIX ~TE€HOB) M TOJUTreHHble  (0OJIE3HM € HACIEICTBEHHOU
PEIPacIoOKEHHOCThIO, MYJTbTU(AKTOPUATILHEIE).

3. BpoxxeHHbBIE TTOPOKH Pa3BUTHS.

4. I'enetnueckuie OOJIE3HH COMATHYECKUX KIETOK (XpPOMOCOMHBIE MEPECTPONUKH B
KJIETKaX, BBI3bIBAIOIINX AKTHUBAIIMIO OHKOI€HOB (PETUHOOIAcTOMA, OIyX0Jib Bunbmca),
CHOpPAJUYECKHUE CIIydau BPOXKICHHBIX MIOPOKOB PAa3BUTHS, ayTOUMMYHHBIE MPOLECCHl U
CTapeHue).

5. bone3Hn reHeTn4eckoil HECOBMECTUMOCTH MAaTe€pH U IUIOAa (FeMOJUTHYECKAs

00J1€3Hb HOBOPOXKJACHHBIX MIPU HECOBMECTUMOCTH TIO TPYIINE KPOBH U pe3yc-(HaKkTopy).



2. CEMHUOTHKA HACJIEJCTBEHHOM ITATOJIOI U

JInarsocTrka HACIEACTBEHHOM IATOJIOTUM TPYIOEMKHUU IIPOLIECC, B CBA3U CO
CXOJICTBOM HACJICICTBEHHBIX OOJIe3HEH C HEHACIeICTBEHHBIMU ((PEHOKOMUM), C
HaJUYUEM TEHETUYECKOM TeTEePOreHHOCTH, KIMHUYECKOro mnojJuMmopduszmMa u
OTCYTCTBUSI TIATOTHOMOHHMYHBIX TPU3HAKOB HACIEJCTBEHHBIX OoisiesHel. Penko
BCTpEUAIOIIAsCA TeHETHYECKas MaTOJIOTHUs, 3aTPYIHSIET MPUOOpETeHHE KIMHUYECKOTO
ombITa. 3HAHUE BpPAUYOM OCHOB CEMHOTHKH, OOIIUX MPUHIMIIOB KIMHUYECKOU
JMAarHOCTUKHA, OCOOCHHOCTEM OCMOTpa MAIlMEHTOB M WX POJCTBEHHUKOB, KIWHUKO-
F€HEAIOTUYECKOTO0 METO0/1a, CHUHJPOMOJIOTHMYECKOTO MOAX0JIa TMOMOXKET 3aroJI03pUTh
HACJICJICTBEHHBIC OOJIE3HU, a II0CJe KOHCYJIbTAllMM Bpada-T€HETHKA, IPOBEIACHUS
NapakJIMHUYECKUX W JIA0OPATOPHO-TEHETUYECKUX HUCCIEIOBAHUM TOCTaBUTh TOYHBIN
nuarHo3. Bpau nomkeH 3HaTh, UTO HACHEICTBEHHBIC OOJIE3HW MOTYT MPOTEKATh O]
«MacKoW» HEHACJECJACTBEHHbIX M COINYTCTBOBAThH OCHOBHOW HEHACIJIEICTBEHHOMU
0oJie3HH, TI0O TIOBOJAY KOTOpOWM TMamueHT oOpatuica Kk Bpady. CeMHOTHKA
HACJICJICTBEHHOW TIATOJIOTUM HW3ydaeT TMPU3HAKU (CUMIITOMBI) HACJIeJACTBEHHBIX
OoJie3HeH, BEI3BAaHHBIX B3aMMOJICCTBUEM HACJIEACTBEHHBIX M CPEIOBBIX (haKTOPOB.

IpuHOUNBI CHHAPOMOJOTHYECKOI0 METO1A:

- KJIMHUYECKOE MBIIUICHUE W 3HAHME BPayOM OCHOB KIMHUYECKOW TEHETHUKHU
(opranm3arysi HaclIE€ACTBCHHOIO Marepuaia, (OpMbI M IPU3HAKK HACICIACTBEHHOM
MaTOJIOTHUH, TePATOTCHE3, OOIBIIME U MaJIblc aHOMAIMHU PA3BUTHS U JP.);

- HapylieHne MopdoreHe3a UMeeT JUArHOCTUYECKYI0 3HAYMMOCTh, HEOOXOAMMO
MIPOBOJUTH OCMOTP MAIlMEHTa Ha MPEIMET BISBICHUS MTPU3HAKOB TU3Mop(doreHesa;

- 0003HaYCHHE C MOMOIIBI0 MPEAMETHO-O0PA3HBIX 3HAKOB TJABHBIX MPU3HAKOB
BPOXKJICHHOTO WJIM HACJIEACTBEHHOTO 3a00JIeBaHMs (CHHAPOMA);

- «CHUHAPOM» B KIMHHYECKON T'E€HETUKE CAMOCTOATENIbHAsi  HO30JIOTMYECcKas
eJIMHUIIA,;

-  «(peHOTHMHMYECKOE SAPO», «IMOPTPETHAS JUATHOCTUKA», TATOJOTHYECKUMN
deHoTun 3a00neBaHUSl CKIAJBIBACTCS M3 COYETAHHUS CUMIITOMOB (MHUHHMAalIbHbIE

AUArHOCTUYCCKHUC HpI/ISHaKI/I) U SBJISICTCS OCHOBOM JJIs1 YCTAaHOBJICHUS JUArHo3a,
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- CTUTMbI JU33MOPHOTE€HE3a MOTYT CIYXKHUTh IMOKa3aTeIsIMH MaTOJOTHYECKOTro
MpoI1iecca 1 JOJKHBI OIICHUBATHCS B KOMIUIEKCE, U MOTYT OBITh Y 3JI0POBOTO YEJIOBEKA.
STAIIBI TIOCTAHOBKH JIMATHO3A HACJIEJCTBEHHOM FOJIE3HU
1 »3rtan - KnuHu4veckuii:
1. Coop xkan100.

2. CoOop anamue3a + KiIMHUKO-TeHeaJoru4ecKkuii Mmeroa!

3. O0bexTHBHBIA 0cMOTP + KiinHuko-Mopdoaoruveckuii ocmortp!

B pesynbrare | atana popmupyercst 3 BapuaHTa IpeABAPUTEIILHOTO JUATHO3a:
1) He HacneacTBeHHOE 3a00seBaHNe (KOHBIOHKTUBHUT, OCTpasi MHEBMOHMUS, TU3EHTEPUS,
He TpeOyeT reHeTUYeCKoro o0ceI0BaHuMs );
2) HacJeICTBEHHAs MaToorus («y3HaBacMbIe» HACJICICTBEHHBbIC 3a00JIeBaHUS: Kak
axoHJpoIuTa3us, Heiipodubpomaros, cuaapom JlayHa u T.1.);
3) moao3peHHe Ha HACJIEACTBEHHYIO MAaTOJOrHi0 (HECOOXOAMMO IPHUMEHEHHE
TreHeTHYECKUX 00CiIeTOBaHuU).
2 3Tan - [lapakIMHN4YeCKU:
1. O6uue mMeToabl HMCCJAeA0BAHMS: KIMHHKO-OMOXMMHUYECKHE (HapylIeHHs oOMeHa
BEIIECTB), IeMaTOJOTHUECKUEe (TeMOTJIOOMHONIATHH), UMMYHOJIOTHYECKHe (TIEpBUYHBIC
UMMYHOIS(DUIIUTHI), OHIOKPUHOJIOTUYECKUE (BpOXAEHHBIM TUTIOTEPHUO3,
aJpCHOTCHUTANIBHBIA CHHAPOM), dJIeKTpodu3noiIornueckue (Muoguctpoduu, 6oie3Hu
HEpPBHOU CUCTEMBI), PEHTI€HOPAANOJIOTMYECKUE (xoHapoaucTpodus,
Helipoudbpomatos), Y3U (BpoKAEHHBIE TOPOKH PA3BUTHS) U JIP.
2. CpoemuajibHble TeHeTHYeCKHMe MeTOAbl MCCIe0BAHUA (IIUTOTC€HETUYECKU,
MOJIEKYJIIPHO-TEHETUYECKUN, OMOXUMUYECKUN TeHETHUECKUI | JIp.):
Kiannundeckuii MeTon:
1) Coop xanob mpou3BOAUTCS 1O OOMIETTPUHATON METOIHKE.
2) AHamHe3 XU3HHU:
eMecTo JKUTENbCTBA POJUTENECH, HAIU4YUE NPOPECCHOHATBHBIX BPEIHOCTEMH,
AKOJIOTHYECKasi 00CTaHOBKA.

® AKYyIIEPCKO-TUHEKOJIOTUUECKUN aHaMHe3 MaTepu (Haluyue CHOHTaHHBIX
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BBIKHUJIBIIIIEH, OCOOCHHO HAa PAaHHUX CPOKAaX, MEPTBOPOKACHUMN, poxkaeHuM nereir ¢ BIIP
Y HACIIEJICTBEHHBIMU 3a00JI€BaHUSIMU, CMEPTh JCTEH B paHHEM BO3pacTe, NIUTEIbHBIN
nepuoja Oecruionusi, BOCHAIUTEIbHBIE 3a00J€BaHUS YPOTE€HUTAJIBHOW 30HBI, B TOM
yucie uHpEeKIry, epegaBaeMbie MOJIOBEIM IyTeM). ['paMoTHas U TIIaTeNbHAs OIEHKA
aKyIIepCKOro U MepUHATAIBHOIO aHAMHE3a, C YYETOM Pa3JInYHbIX (PaKTOPOB PHUCKA.

eTeueHue Hacrosiel OepeMEeHHOCTH (TIEpeHECEeHHBbIE 3a00JIeBaHUS, MEPHOJIbI
TUNIEPTEPMHUHU, MEIUIIMHCKHME BMENIATENIbCTBA, IMPUEM JIEKAPCTBEHHBIX MPENAPATOB,
BO3JICUCTBUE TEPATOTCHHBIX U MyTareHHbIX ()aKTOPOB HA SMOPHOH U TUIO U JIP.).

eBeco-pocToBbie Moka3aTenu Mpy poKaeHUHU (TUIOTPOodUs, MAKPOCOMHUSI, MAKPO-
U MUKpoledanusi, COOTBETCTBUE CPOKY I'€CTaIIUH ).

e J[MHAMKKa BECOPOCTOBBIX MOKA3aTeIEH M HEPBHOIICUXUYECKOTO pa3BUTHS HaA 1-
M TOJly )KM3HH (OCTAHOBKA, PErPecCHsi, TUCTapMOHUYHOCTB ).

Anamue3 3a0oneBaHusi: BpeMs MaHU(ECTAIUU MEPBbIX CUMITOMOB, JMHAMHKA
KJIIMHUYECKOM KapTUHBI, PE3UCTEHTHOCTHh K TEPAIlMH, CKIOHHOCTb K 3aTSHKHOMY U
TE€YEHMIO, MIOJIUCUCTEMHOCTD MTOPAKEHUS, HUIMYUE HETUITUYHBIX CUMIITOMOB.

3) O0bekTHBHBIN 0cMOTp + KinHUKO-MOP(OI0rHIecKmii 0ocMoTp!

Lenp KJINHUKO-MOP(0JI0ri4eCcKoro 0CMOTpa BBISIBUTH MIPU3HAKHU
nu3Mopdorenesa, ypoBeHb CTUTMATH3AIMU U OIIEHUTh MOP(OTHUII MAIUEHTA, UCTIONb3YS
«y3HaBaHUE» TOTO WJIM MHOTO CHHJIPOMA - IOPTPETHYIO» AUATHOCTUKY. XapaKTepHbIN
BHEITHUHN BUJ OOJBHOTO JIeJaeT Pa3HbIX MAIMEHTOB U3 Pa3HBIX CeMel 0oliee CXOKUMU
JpyT ¢ IpYroM, 4eM Aake Oiu3kue pojacTBeHHUKH. Hampumep: nuio anbda (cuHapoM
BunbsiMca), nrTuneronoBasi KapiUKOBOCTh (cuHApoM (Cekkelns), raprowjnyecKui
aucMopdu3M  (MyKOIONIHCaXapuao3bl M MYKOJUIHUAO3bI), KOIIAYWKA KPHUK (CHHAPOM
JeJIeUru KOPOTKOro Ijieya XpOMOCOMBbI 5) W T.A. BHUMaHue Bpaya JOJKHO OBITh
HaIpaBJICHO Ha BBIABICHUE TAKUX 3HAKOB y POJCTBEHHUKOB MAI[UEHTA.

[Tpuznaku nusmopdoreHesa SBISAIOTCS COCTaBHOW YacThIO HACJIEACTBEHHBIX U
BpOXKAEHHBIX OOJE3HEH, BCTpEUYalOTCsi BO BCEX CHUCTEMax M BEChbMa pPa3HOOOpa3HBI.
BonpmmHCcTBO mMpuU3HaKoB Au3MOp¢oreHe3a HapylarloT (YyHKIHIO TOrO OpraHa, K

KOTOPOMY OHH OTHOCATCA. OI[HaKO HCCKOJIBKO ACCATKOB IIPHU3HAKOB HC HapymaroT
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byakuuu. OHM  OTHOCATCS K MHKPOAHOMAJIUSIM PAa3BUTHS, BPOKIEHHBIM
Mop(oreHeTH4eCKUM BAPUAHTAM WJIM CTUIMaM AU33MOpHOreHe3a - 3TO TaKHe
MopQoJioruuyeckue OTKJIOHEHUS B PAa3BUTHH, KOTOpPbIe BBLIXOAAT 3a MNpeaesibl
HOPMAJIbHBIX Bapualuii, HO He HapymawT (GYHKOUM opraHa (B OTJHYHE OT
BPOKAEHHOTO MOpoka pa3Butusi). OHU SABIAIOTCS HeCEeU(PUUECKUMU MPU3HAKAMU
AMOPHUOHATIBHOTO  AU3MOP(OreHe3a, OTPAXKAIOIUMU OTKJIOHEHUSI B TOMEOCTa3e
pPa3BUTHS W BBI3BaHBI TEPATOTCHHBIMH (PakTopamMu. YPOBEHb CTUTMaTU3AIUU -
YKa3bIBa€T O CTENEHU HEeOJIaromnojaydusi BHYTPUYTpPOOHOTO paszButus (5-6 cTurm -
HopMa, 7-10 cturm - ymepeHHsiit, 11-15 cturm - BeipaxkeHHBbIH, 16 1 OoJiee - BEICOKUI).
KITACCUDUKAILIA CTUTM JU35MBPUOTEHE3A

Cturmsl AU33MOpUOreHe3a Mo MeCTy JIOKAJTH3ANHN:

1) Cturmel au33MOpHOreHe3a a3 - JMUKAHT, THIEPTEIOPH3M, MOHIOJIOMIHBIHI
paspes a3, reTepoxpomMus pagyKHoM 000JI0UKH U JIp.

2) YeperHo-JIMIIEeBbIE CTUTMBI TU33MOpHOTEHEe3a - cpociuuecss OpOBH, IIMPOKas
NEPEHOCHUIIA, CEJIOBUAHBIN HOC, KOPOTKAs IS U JIp.

3) Cturmel au33MOpHOreHe3a POTOBOM 00JaCTH - BBICOKOE HEDO, auacTema,
pacuIeIyICHUE A3bIKa, IPOT€HUS, TPOTHATHSI, MUKPOTHATHS U IP.

4) CturMbl IU33MOpPHOTCHE3a yXa - HH3KOPACIOJIOKEHHBIC YIIH, MPUPOCIIAs
MOYKa, OKOJIOYIIHbIE TPUAATKH, AePOpMalliU yITHON PAKOBUHBI U JIP.

5) Cturmel TU33MOpHOTEeHE3a PYK - MONEpeyYHas CKIaJKa Ha JaJ0HU, OTCYTCTBUE
cru0aTeIbHOM CKJIQJKM Ha MH3UHIE, MONHCHHIAKTHINS, KIMHO-KAITMTOMAKTUIIHS,
apaxHOMAKTHINS, OpaxuJaKTHINS, TUCTPOdus HOrTeH u 1Ip.

6) Cturmbl AU33MOPHOreHE3a HOT - CaHJaJueBUIHAS IeNb (rayOokas Ooposna
Mexay | 1 2 manpueM), Moau-CUH-0Opaxu-apaxHOAAKTUIUA U JIP.

7) CturMbl Au33MOpHOTeHe3a KOXKU M TYJIOBHINA - KPBUJIOBHIHBIC CKIIAJKUA Ha
1iee, MMrMeHTallusl, KO, HEBYChI, IEMUTMEHTAIMs, TEMAHTUOMbI, KOPOTKAas IIes U JIp.

Kinunnuyeckas kiaaccupurkanus CTUTM TU3dMOpHOreHesa:

- anbmeprHamuenvle. 100 €cTh, JTUOO0 HET (MpeaypuKyJspHbIE MATUIOMBI,

meiHbie (PUCTYIIbI, YEThIPEXAIbleBasl CKIAKA JIAJIOHU U T. 11.);



13

- u3mepumenvHple. TPU3HAKU, ONpPENENsieMble KOJIWYECTBEHHBIM 3HAUYCHHEM
(yovHeHHe, YKOpOYEHHE, YBEJIMYEHUE, YMEHbLIEHHWE U Jp.; apaxHOMAKTHIIUS,
OpaxuaaKTUiIMs, MaKkpouedanus, MUKpouepanus u T. 11.);

- onucamenbHple: TPU3HAKY, XapaKTEPU3YIOLIMECS U3MEHEHUSIMH KOXH, BOJIOC,
MSATKUX TKaHEeW W Ap., KOTOpble TPeOYIOT CPaBHUTEIBHBIX XapaKTePUCTHK (MATHA Ha
KOXE I[BETa «KO(E C MOJIOKOMY, «IITHYbE JTULIO», «JTULO 3Jbday u T. 1.).

[IpousBoAMUTCS MIIAaHOMEPHBIN, TOCUCTEMHBIM OCMOTP C BbIICJIEHUEM MPU3HAKOB!

e pusnyeckoe pazBUTHE (AHTPOIIOMETPUS);

®KOCTHBIN BO3pACT (3aKpbITHE 30H POCTA JJIMHHBIX TPYOUaThIX KOCTEH);

®THUII TEJIOCI0KEHUS U HATMYME aCUMMETPHUU CKEJIETa, €ro OT/IEIOB;

®I3MEHEHUS KOXKHU, IPUAATKOB KOXKHU; COCYAUCThIe 00pa30BaHus;

eHaJTUYKMe BPOKJICHHBIX IOPOKOB PA3BUTHS M CTUTM TU33MOpUOTEHE3a;

®TUMO-, TUNEPTPOPUU MBILIL, CYAOPOTH, HACUIbCTBEHHBIE JBUKECHMUS,
napajinyy;

eTUINOIUIA3Us HAPYXXHBIX W BHYTPEHHUX T'€HMUTAJIUH, OTCYTCTBHE BTOPUUHBIX
HOJIOBBIX MPU3HAKOB, UHTEPCEKCYAIIbHOE CTPOCHHE HAPYKHBIX T€HUTAJINN;

eCcBocOOpa3HBIN 3amax OT KOXKH, IIOTa K MOYH OOJILHOTO;

erenaro-, CIJICHO-, TeNaTOCIVIEHOMEraus HESICHOM 3THOJIOTHUH;

erpyOble aHOMAJIMH CKEJICTa;

eCJIETIOTa, BPOXKICHHAs KaTapakTa, 1eeKT paayKKH, 1TO3;

eHapyIICHHUE CIIyXa;

®CyJIOPOXKHBIA CUHAPOM H JIpyrasi HEBpOJOTrH4YecKas CUMITOMATHKA;

®33/IepXKKa [ICUXOMOTOPHOI'O U PEYEBOr0 Pa3BUTHSI.

ITPU3HAKU HACJIEJICTBEHHBIX BOJIE3HEN

| npu3HaK - MOJMCUCTEMHOCTH U MOJMOPTaHHOCTh MOpakeHusl. B ocHOBe jexur

IIeHoTponHsl, T.€. MHO)KECTBEHHOE (DEHOTUIINYECKOE AEMCTBUE OJTHOTO T'eHA.

|| mpu3Hak - HaKOIIJIEHUE TTaTOJIOTUU B OJTHOM CEMbH.
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Il npusnak - coneuuduueckue CHUMIOTOMBI: TOJyOble CKJIEpbl MpHU
HECOBEPIIEHHOM OCTEOTeHEe3e, TeMHasi MoyYa MPU AJIKAITOHYPHUH, MBIIIIUHBIN 3amax npu
(eHUIKEeTOHYpUH

IV npu3nak - Hanu4Me y manueHToB MPU3HAKOB AU3MopdoreHesa.

V npu3Hak - comaTHYecKas armiasus, TUMNOIJIa3usd WIM TUIepIuia3us Yy
MAlMEHTOB, B pe3yJbTare Mpojudepauuu Wil JereHepau B SMOpUOTeHE3E.

VI npu3Hak - HapylieHUE TEUCHHUS OCPEMEHHOCTH W MPEHATATBLHOTO Pa3BUTHS
ioja (nmpepsiBaHue OEPEMEHHOCTH, MaJIO- U MHOT'OBOJIME, HECOOTBETCTBHE Pa3MEPOB U
MAaccChl IJ10/1a U HOBOPOXKAEHHOTO UX T€CTAllMOHHOMY BO3pPAacTy U JIp.).

VIl npu3Hak - MHOTHE HACJIEeICTBEHHbIE 00JIE3HU HOCSIT BPOXKICHHBIN XapakTep.
deHoTUNIUYECKAsT KapTUHA OKOJIO 25% TeHHBIX OOJe3HeW M MNPaKTHUYECKH BCE
XPOMOCOMHBIE CHHJIPOMBI HAUMHAIOT (DOPMHUPOBATHCS B AaHTCHATAJIBHBIN TTEPUOI.

VIl npu3nak - kauHUYeckas MaHudecranus 3a00JIeBaHNs 3aBUCUT OT BO3pacTa
6onpHOr0. Tak OONBIIMHCTBO XpOMOCOMHBIX cuHapomoB ([ayna, [latay, DnBapzca)
OPOSIBIIIIOTCS € pOXJAECHHS peOeHKa, TMepBble CHUMITOMBI  (HEHUIKETOHYPHUH
HabmonarTes B 3-4 Mecsna xxu3Hu, Muonartus Ipoda-Pora - B 20 net, nogarpa - nmocie
40 ner.

IX nmpu3Hak - MHOrMe Haclle[ICTBEHHbIE 3a00JIeBaHUS BECbMa YCTOWYUBHI K
Tepamnuu, X0Ts B HEKOTOPBIX CIydasX JieueHue 3P GheKTUBHO.

X mnpu3HaKk - MHOTHE HACJEJICTBEHHbIE 3a00J€BaHUS HMEIOT MEJICHHOE
IIPOrPECCUPYIONIEE XPOHUUECKOE TEUEHNE, HECMOTPSI Ha POBOIUMOE JIEUECHHUE.

Xl NPpU3HAK -  JTHHYECKas  MPEAPACIONOKEHHOCTh  (HaKOIICHHUE
HACJICJICTBCHHBIX 3a00JICBAHUH Y ONPEICIICHHBIX HalWOHAIbHOCTEH). [lpnumHa -
HapylleHUe NaHMHUKCUU (CIydyalHOrO BCTYIUIEHUST B Opak 0e3 yudeTa TIEHOTHIIA).
[Ipumep: HU307AT - NOMYJANMSA, YUCICHHOCTBIO MeHee 1500 uemoBek, B KOTOpOH
MPEACTABUTENN APYrOM TpyIIibl (HAIIMOHAIBHOM, PEIMTHO3HON U JIp.) COCTaBIISIIOT HE
oomee 1%, a yactora BHYTPUTPyNmoBbIX OpakoB He MeHee 90%. Ecmm wuzomar
cymectByeT He MeHee 100 net (4 mokoJieHus1), TO CTENEHb POJICTBA MEK/Y €ro WieHaMuU

Ha yYpOBHE TPOIOPOJHBIX CHOCOB (Tajmaccemwuisl - MaKCHMallbHAasi 4acTOTa BBISBJICHA B
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IOro-Boctounoit A3uu u B Jlarectane; 6one3np Tesi-Cakca (amaBpoTHUYECKast UUOTHUS )
- JINNIAJ03 C AyTOCOMHO-PELECCUBHBIM TUIIOM HACJEAOBAHMS IIMPOKO PaCHpOCTpaHEH
cpenu eBpeeB AIIKEHA3H.

X1l mpu3HaK - MpuU MHOTUX HACJIECTBEHHBIX OOJIE3HSAX CMEpPTh HACTYMAaeT OT
3a00s1eBaHMi, OCJIOKHSAIOIINX TEYEHHE OCHOBHOTO ATOJOTMYECKOT0 Mpoliecca.

KJIMHNYECKHUE ITPU3HAKU HACJIEJICTBEHHBIX BOJIE3HEU

- OTCTaBaHUE B YMCTBEHHOM U (DU3UUYECKOM PA3BUTHH,

- HEIEPEHOCUMOCTh MTUIIEBLIX U JICKAPCTBEHHBIX BEIIECTB,

- B aKyIIIEPCKOM aHaMHE3€ YaCThle BHIKUJBIIINA U MEPTBOPOXKICHUS,

- mepBuUYHOE Oectuioaue (’KEHCKOE U MYMXKCKOE),

- IEpBUYHAS aMEHOPEs U HEJIOPA3BUTUE BTOPUYHBIX MTOJIOBBIX MTPU3HAKOB,

- HCOOBIYHBIN 3aMax MOYH U T0Ta,

- KPOBHOPO/ICTBEHHBIH Opak.

3. METObI U3VUEHUA HACJIEACTBEHHOCTHU YEJIOBEKA
KJIMHUKO-TEHEAJIOT MYEKWI METO/]
I'eneasoruss - y4yeHHEe O POJNOCIOBHBIX, Tpaduueckoe H300paKeHUE
POJICTBEHHBIX CBSI3€H MEX]y UJI€HAMU OJIHOM CEMbU B HECKOJIbKHUX MOKOJICHUSIX.

3agauy KJIHMHUKO-T€eHEeAJT0ru4ecKoro MeToaa:

. YCTaHOBJICHUE HACJIEACTBEHHOI'O XapaKTepa NIpU3HaKa,

. ONPEAEICHNUE TUIA HACJIEAOBAHNUS,

. AHAJIN3 CLEIUIEHUS T'€HOB U KapTUPOBAHUE XPOMOCOM,

. M3y4YECHUE NHTEHCUBHOCTH MYTAallHOHHOIO IpolLecca,

. pacmdpoBKa MEXaHU3MOB B3aUMOJICUCTBUS TCHOB,

. MEJIMKO-TEHETUYECKOE KOHCYJIbTUPOBAaHUE (pacyeT pHCKa POXKICHUS

0607pHOTO peOeHKa, OIleHKa MPOTHO3a 3a00IeBaHU).
JTanbl KJIMHUKO-T€HEAJTOrHYeCKOro MeToa:

| 3Tan - cOop cBegeHmii 0 ceMbu MPOOaHAA U U300PaKeHUE POAOCTOBHOM
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PonocnoBhasi wm3ydaercs MO OJHOMY WM HECKOJIbKMM mpu3Hakam. COop
uHbOpMaIMU BKJIIOYAECT CBEACHHUS O 3-4-X MOKOJEHHUAX OAHOU cembu. CBeIeHHS O
Oosie3HsAX mpoOaHaa (MccleyeMblil TAlUeHT) U €r0 POJCTBEHHUKOB OepyT M3 OIpoca,
ucropuit 6o1e3Hu win amOynaTopHbix KapT. CoOupaercs undpopmaius o 3a00JieBaHUU
y mnpobaHga, MPOBOAMWTCA €ro IMOJHOE OOCIeIOBaHWE W HCCICAYIOTCS JpYyTrue
POJCTBEHHHUKH TMAIlMEHTA, €T0 POAUTEIN U CHUOCHI - METH OJHOW POAMTEIHCKOHN Maphl.
YTouHsieTcst uWHpOpMAnUs O HCXOAax OEpeMEeHHOCTeH Yy JKEHIIWH, CIydasx
aHAJIOTUYHOTO 3a0oJieBaHUsI Cpeau poJcTBeHHUKOB. CoOpaHHYI0 WH(MOpPMAIUIO
n300paxart rpadpuuecku. Pumckumu nudpamu cBepxy BHU3 0003HAYAIOT MOKOJICHUS.
[ToTOMCTBO OJHOTO TOKOJICHUS HYMEpPYIOT apabCKUMH IUppaMH TOCIEI0BATEIHHO
cieBa HampaBo. Kakaplii MpeAcTaBUTENh CEMBH TOTy4YaeT TEPCOHAIBHBIA HOMED,
Hanpumep: 11-3, 111-5. Cubcbl B poocaoBHOM pacmoyiaraloTcst B MOPSIAKE UX POKIACHUS.
Bce wccnenmoBaHHBIE  WMHAMBHABI  PAcoNiaralOTCs  CTPOTO MO MOKOJICHUSM
TOPU30HTAITBHO. AHAIM3UPYEMbIH IPU3HAKOM (3200JIEBaHUEM) BBIACIISIOT TPaHUECKH.

N3o0paxenne poaocIOBHON COMTPOBOXKIACTCS JICTCHIOM:

1. Omnucanne COCTOSTHUS 37]0POBBS WICHA POIOCIOBHOM.

2. Bo3spacT Havama u xapakTep TeueHus 3a00IeBaHus Y OOJIbHBIX.

3.  IlpuumHy cMepTH ¥ BO3pacT HAa MOMEHT CMEPTH YIeHa POIOCIOBHOM.

4, Onucanre METOJOB JHATHOCTHKH W WICHTU(UKAIUKA 3a00JICBaHUH,

MepeUYeHb UCTOUYHUKOB MEIUIIMHCKUX U APYTUX CBEIACHUM.

o. Mecta mnpoXUBaHUS POJCTBEHHHKOB, WX J00pauyHble (aMWIHH, IS
oTpeIeNICHHs POJCTBEHHBIX OPAKOB.

6. I'ox poxxaenust mpobaH1a U €ro poACTBEHHUKOB.

Il 3Tan - reHeTHYeCKU AaHAJIN3 POAOCTOBHOM U BHIBO/bI.

[Tocie odopmieHuss M300pakeHHUs] POOCIOBHON MPHUCTYMAIOT K €€ aHalu3y,

OCJIBIO KOTOPOI'O ABJIACTCA YCTAHOBJICHUC HACIICACTBCHHOI'O XapaKTCpa IIpU3HaKa.
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AYTOCOMHO-AOMUHAHTHBII THII HACJIEIOBAHHUS.
bonesnp Pexnmnrxaysena, CHUHAPOMBI Mappana, Dnepca-Jlaunno,
axoHJpoIuta3us, xopes ['@HTUHITOHA, HECOBEPIIECHHBIM OCTeOoreHe3, OpaxuaaKTHIINS,
MOJTUIAKTUINA U Ap.
1. [Tatonoruueckue COCTOSIHUSI, HE HAHOCSIIME CEPhE3HOro yiiepda s

310pOBbsI M B OOJIBIIMHCTBE CJIy4aeB HE BIMUSIOLIME HA PENPOAYKIIHIO.

2. [Ipu3Hak NposBIETCS B TOMO3UTOTHOM U T€TEPO3UTOTHOM COCTOSTHUU.

3. [Ipu3Hak BCcTpedaeTcsl B KaKI0M IMOKOJEHUH - BEPTUKAJIbHBIN THII.

4, CooTtHouieHne 00JIbHBIX U 30POBbIX MpuOIMKaercs K 1:1.

S. CooTHoIIEHNE MY>KYUH U JKCHILIUH OJIMHAKOBOE (I'€H B ayTOCOME).

6. [lopaxkeHHbIE ~ MYKYMHBI WU JKCHUIMHBI  OJMHAKOBO  NEPEAAIOT

MATOJIOTUYECCKHUM MPU3HAK CBOUM JICTSIM - MaJbYMKaM M JICBOUKAM.

7. VY 310pOBBIX JieTel OONBHBIX POJUTENICH BCE IOTOMCTBO 3/I0POBOE.

8. B Opake nByx OOJIBHBIX POXHAIOTCS JI€TH, C MYTAHTHBIM TE€HOM B
TOMO3UT'OTHOM COCTOSIHUM (TpeHaTajgbHasi CMEPTh, TsHKEJIOe TeueHue 00JIe3HH ).

Q. B Opake 3mopoBoro u HocuTens mnartosioruueckoro mpusHaka 50 %
MOTOMCTBA HACIEAYIOT MaTOJIOTHYeCKUil mpu3Hak, 50% - MOTOMCTBO 37J0pOBOE.

10. UYem Tspkenee OOJIE3Hb OTpaKaeTCs HA PEHPOIYKIIMH, TeM OOJbIIe
MPONOPIIMS CIIOPATUYECKUX CIydyaeB (HOBbIE MyTaIlUH).

11. TlomumopdusM KIMHUYECKONU KAPTUHBI B CEMbE (IKCIIPECCHS TCHOB).

12. Bricokas BapnaOeIbHOCTh CPOKOB Havajia OOJIE3HH B OJTHOM CEMbeE.

AYTOCOMHO-pelleCCHBHbIN THII HACJIE0BAHHUSI.

Hapymienuss oOMeHa BemecTs, MyKOBUCIIMA03, MYKOIOJIHCAXapHUI03bl, 0O0JIE3Hb
Bunbcona-KoHoBanoBa), aipeHOreHUTAIbHBIN CUHAPOM U JIp.

1. BonpmmHcTBO 00J€3HEN ¢ AyTOCOMHO-PELECCUBHBIM TUIIOM HacCJIeA0BaHUs
OTJIMYAIOTCS TSKEJIOW MaTOJIOTHEH, 01 KOHTPOJIEM €CTECTBEHHOI0 0TOOpa.

2. [latonorvueckuif mnpu3HAK MPOSBIAETCS TOJIBKO B TOMO3UTOTHOM

COCTOSAHUM. reTep03HFOTOHOCI/ITeHI/I Q)GHOTHHI/I‘IGCKI/I HC OTIINYAar0OTCA OT 340POBLIX JIMII.
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3. [TaTonornyeckui TMpU3HAK Yalle MOPOSABIAETCA YEpe3 INOKOJEHUE, C
0O0JIBIIION YacTOTON Y CHOCOB MpoOaHIa - TOPU3OHTAIBHBIN TUIT HACJIEIOBAHMUS.
4, Popgutenu OGonbHOro pedeHka (HEHOTUIUYECKU 3J0POBBI, HO SBISIOTCS

reTCpO3UTrOTHBIMU HOCUTCIISIMU MYTAHTHOT'O I'CHA.

S. C pocToMm umciia cuOCOB PacTET 4acTOTA NATOJIOTMYECKOrO IPU3HAKA.
6. C pocToM umciia KPOBHOPOJACTBEHHBIX OpaKoB pacTeT YacTOTa MPU3HAKA.
7. B Opake 2-X TreTepo3UrOTHBIX HOCHUTEJE MYTAaHTHOTO Te€Ha pHUCK

nosiBieHust 00abHOTO - 25%, 370poBOro - 25%, HOcuTenel MyTaHTHOrO reHa - 50%.

8. B Opaxke 2-x 601bHBIX (TOMO3UTOTHBIX) CYIIPYTOB BCE JETH OOIbHBIE.

Q. B Opake O0o0abHOTO CO 370pOBBIM (30POBBII HE TETEPO3UTOTEH)
(EHOTUTTYECKH 3/I0POBBIC IeTH (T€TEPO3UTOTHBIE HOCUTEIN MYTAaHTHOTO T'eHA).

10. B Opake 60JBbHOTO ¢ HOCUTEJIEM MYTaHTHOTO reHa - 50% OOJIbHBIX IeTeH, UTo
UMHUTHPYET JIOMHUHAHTHBIA THI HacieqoBaHus (mceBrogoMuHupoBanue), 50% -
(beHOTUIHYECKH 30POBBIX AeTel (FreTEPO3UTOTHBIE HOCUTEIN MYTAaHTHOTO T'€HA).

11. O6a moja mopa>karoTcsi OAUHAKOBO.

X - cuenJieHHbI JOMHMHAHTHBINA THII HACJIEA0BAHMS.

Butamun  JI-pe3UCTEHTHBIM  paxwr, CUHJIPOM bnoxa-Cyneioeprepa,
GOTUKYIAPHBIA KepaTo3, YaCTHYHAS JUIOTUCTPOHS C JTUMOTPOGHBIM AUAOETOM H
Ap.

1. JKenuuHa, yHacnenoBaB OT OJHOIO M3 POAWTENICW MATOJIOTMYECKUM TEH,
SABJISIETCS TE€TEPO3UTOTHBIM HocuteneM (y Hee 2 X-XpOMOCOMBI), a MYXYUHA -
rOMO3UTOTHBIM HOcutelneM (y Hero 1 X-xpomocoma).

2. [TopaxkatoTcst ¥ MYXXYUHBI U JKEHIIMHBI, OOJIBHBIX >KEHIIMH B 2 pasa

0ombIIIe, YeM MYKUYHUH.

3. BonbHble KeHIIMHBI TiepearoT MyTaHTHbIA reH 50% ceHoBerd U 50%
JIOYEPEN.
4, boibHON MyX4WHA TMepenacT MYTaHTHbIM TE€H BCEM JOYEpsIM U HE

nepeaacT CbIHOBBbAM, T.K. IIOCICAHHUC IMOJY4YarOT OT OTIHA Y-XpOMOCOMy.
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5. XKeHuwHpl (reTepo3UroTHbIE HOCUTENH) OOJICIOT MEHEE TSKENIO, 4YeM
MY>KYUHBI (TOMO3UTOTHBIE HOCUTEIH ).

6. VY JKEeHIIHUH BBICOKUNA MOMUMOP(PU3M KIMHUYECKON KapTUHBI.

7. Manbuuk (TOMO3UTOTHBIE HOCUTENIHM) OOJEIT TSKENO (CHHAPOM
HeJepKaHUsg NUIMeHTa, cuHapoM [onbrHa-I'opauHa) € JETadbHBIM  HCXOJOM,
MpeHaTajgbHasi CMEPTh. bONCIOT TOBKO JE€BOYKH (TE€TEPO3UTOTHBIE HOCUTEIIN ).

X - cHenJIeHHbIN penecCUBHBIN THII HACJIeIOBAHMS.
I'emopumus A u B, Oone3np Jlema-Huxana, nanbTOHU3M, OJMTOJAHTHSA,
TUTIOIAHTHS, TIOAarpa, CUHIPOM TECTUKYJISIipHON heMuHu3aimu, 6oae3ns adpu u ap.

1. Kenmuna sBAsSETCS TETEPO3UTOTHBIM HOCUTENEM, T.€. (DEHOTUIIHMYECKU
310poBa. boJeT TOIBLKO MY>KUUHEI.

2. JloJist yHacne1oBaHHBIX cirydaeB Oosee 2/3.

3. BonbHbIe MYXYHHBI MTEPEIAIOT MATOJOTHUYECKUM T€H BCEM CBOHMM JIOUYEPSIM
U HE MepEeaoT CHIHOBBSIM.

4, Bce ¢enotunuuecku 30pOBBIE 10Y€pU OOJIBHBIX MYXKUYUH SBISIOTCS
HOCUTEJIbHULIAMH MYTAaHTHOT'O T€Ha.

d. B Opake >KEHUIMHBI-HOCUTEIBHUIIBI MYTAHTHOTO T€Ha CO 3/I0POBHIM
MyxauHOr 50% ManpuukoB - 6osbHBIC, 50% MaTbYMKOB - 3710poBbIe, 50% neBOUYCK -
HOCHUTEJIBHULIBI MyTaHTHOTO reHa, 50% neBoYek - 310pOBBIE.

6. B Opake JKCHIIMHBI-HOCHTEIBHHUIIBI MYTAaHTHOTO TeHa C OOJbHBIM
MyxxkunHo# 50% manbpunkoB - 60mpHBIE, 50% MaTbYMKOB - 3710poBbIe, 50% HeBOUYEK -
HOCHUTEJIbHUIIBI MyTaHTHOTO TeHa, 50% neBodek - O0IbHbBIC.

1. B Opake 3m0poBOIi KEHIIUHBI (HE HOCHUTEIBHUIIBI MYTAHTHOTO T€HA) C
0ombHBIM MyKunHOK 100% ManburkoB - 340poBbI, 100% aeBoYeK - HOCUTEIIHHHIBI.

8. 310pOBBIE MYKUMHBI HE MEPE/Ial0OT NAaTOJOTHYECKUI MPU3HAK TOTOMCTBY.

Q. bonesnn ¢ wHapymenHoW pemnpoaykuuei (Muomuctpodus JlromeHHa-
bekkepa) B 2/3 ciyuasx HaciaeAyrOTCs OT MaTepel-HOCUTENbHUIl U B 1/3 - 3TO HOBBIE
criopaiuyeckue MyTauuu. boletoT TOJIbKO MaTbYUKH.

Y - CHeHJIeHHLIﬁ THII HACJICA0OBAaHUSA.
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Mysxckoe Oecriionue.
1. B Y-xpomocome HaxomATcs TIEHbl - OTBEYAlOIIME 32 CIEPMATOreHE3
(dakTop azoocnepmun), KOHTPOJUPYIOIINE HHTEHCUBHOCTh POCTA T€Ja, KOHEUHOCTEH U

3y0O0B, ONpEAEIAIOIUI OBOJIOCEHUE YIIIHON PAKOBHHBI.

2.  IlpusHak nepenaercs BCeM MaJlbUYUKaM.
3. IlpusnHak nposBiIS€TCS TONBKO Y JUI MY>KCKOTO MOJa.
4.  Tlaronormyeckue MyTaluu, 3aTparuparouiye (GOpMUpPOBaHHE CEMEHHHKOB

WM CIIEPMATOTEHE3, HACIeI0BaThCsl HE MOTYT, TAKHE UHAUBUJIBI CTEPHIILHBI.
MMUTOXOHAPUANBHBINA TNl HACJICIOBAHUS.

Atpodus 3putenbHoro Hepsa Jlebepa, MUTOXOHApUATIBHAS MHOIATHS, CUHIPOM
Kepuca-Ceiipa, OHKOIIUTOMBI, TPOTPECCUPYIOIIHE O()TATBMOIUICTHH.

1. MUTOXOHIpUU TEpeAaloTCa C IUTOIUIA3MON SHUIEKICTOK (B  KaXIOu
sitekneTke - 25 000 MUTOXOHAPUH, COAEPKAIIECH KOIBIEBYIO XPOMOCOMY).

2. Boisie3Hp nepegaercs TOIbBKO OT MaTepHu.

3. BoneroT U 1€BOYKH, U MAIIBYUKH.

4. BonbHbIE OTIBI HE TIEpealoT 00JIE3HU HU I0YEPSM, HU CHIHOBBSIM.

[MUTOTEHETUYECKUIT METO/I.

Ieab HUMTOreHETHYECKOT0 METO/IA - TUArHOCTUKA XPOMOCOMHBIX CUHJIPOMOB, C
NOMOIIbI0 KAPUOTUIUPOBAHUS (TEHOMHBIE U XPOMOCOMHBIE MYTAIlMW) U ONpPEAEICHUS
MOJIOBOT'O XpOMAaTHUHA (T€HEpHAs MPUHAIICKHOCTh, MyTallUH TIOJIOBBIX XPOMOCOM).

IMoka3zaHus NI HUTOT€HETHYECKOT0 00C/IeJ0BAHNS MALIMEHTA

- IOJIO3PEHNE HA XOPOMOCOMHYI0 aHOMAJIHIO,

- MHOXECTBEHHBIEC TIOPOKHU PAa3BUTHUSA (TpeX U O0Jiee CUCTEM);

- 33JIEp’KKa YMCTBEHHOTO U (DU3UYECKOTO Pa3BUTHS;

- Oecruiorie y MYKYWH W OKCHIIWH TPW HCKIIOYCHUH THHEKOJOTHYECKOW M
YPOJIOTUYECKOW MATOJIOTHH;

- PUBBIYHOE HEBBIHAIIMBAHUE OEPEMEHHOCTH;

- HapyII€HUE MOJOBOT0 Pa3BUTHS (TUIOTOHAIM3M, TTOJIOBBIE NHBEPCHH );

- runoTpodust pedeHKa, poxKACHHOTO MPU JOHOLIEHHOW 0€pEMEHHOCTH;
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- POKJEHUE AETEN C BPOXKICHHBIMU OPOKAMH PAa3BUTHSL.
KapuorunupoBanue.

JUist M3ydeHHus: XpOMOCOM HCIONB3YIOT KIETKHM KpPOBH, KOCTHOTO MO3ra u
¢ubpobnactel. B metadaze MuTo3a KieTku 00padaThIBAIOT KOJIXUIUHOM, (PUKCUPYIOT U
OKpalluBaroT Kpacutenem PomanoBckoro-I'um3ssl, 2% anerkapMus uinu 2% anerapceut
JUISL BBISIBJICHUS YUCJICHHBIX aHOMAaIMM XpomMocoM. /[[isi M3ydeHUs CTPYKTYpPHBIX
U3MEHEHUN HMCToJB3yIoT nuddepenunanpHoe okpaimuBanue (meron ['mmza, G- u Q-
O0ennunra). MeradasHble IIACTUHKK (POTOrpaUMpyrOT M COCTABISIIOT KapHUOTpaMMYy.
Kapuotun mMy>xunHbl U skeHIIMHBI 0003HadaroT kak 46,XY u 46,XX coorBercTBeHHO. [Ipn
cunipome JlayHa (tpucomust 21), kaprorun sxeHumH 47, XX 21+, a myxunnsl - 47, XY, 21+.
[pu cTpyKTYpHOI aHOMAIUK YKa3bIBAIOT: OYKBOM P - KOPOTKOE III€YO, ( - JUTMHHOE TuIeYo, t -
TpaHcioKalms. Tak, Mpu JIeNelud KOPOTKOro Iiedya XpOMOCOMBI 5 (CHHAPOM «KOIIAYBbEro
KpYKay) ®KeHCKUi kaproturl - 46, XX, 5p-. Kaxxaoe miedo pasaesnsieTcs Ha paiioHbl, a OHU - Ha
CETMEHTHI, T¢ W JIpyrue 0003HauaroT apabckumu 1mdpamu. Takum oOpazoM, i1t Tororpadum
XPOMOCOM, HUCTIONB3YIOT YEThIPE METKU: HOMEP XPOMOCOMBI, CUMBOJI IIJIeYa, HOMEp paiioHa U
HOMEpP CErMEHTa B Mpeenax JaHHOro paioHa (3amuck 6p21.3 o3Havaet, 4To pedb UAET O
xpoMocoMe 6-ii mapel, €€ KOpPOTKOM Iuieue, paiioHe 21, cermeHte 3). CyllECTBYIOT
JIOTIOJTHUTENbHBIE CUMBOJIBL: Pter - KOHeIl KOPOTKOro Tuieya gter - KoHell JUIMHHOTO TijIeya.

Omnpenenenue X- u Y- XxpoMaTHHA.

Onpenenenue X- U Y- XpoMaThWHA - BSKCIPECC-AMArHOCTHKA TOJIOBOM
MpUHAATIEKHOCTH. cclenyoT KIeTKH CIU3UCTON 000J0YKM pPOTOBOM TOJIOCTH,
BarvHAJIBHOTO SIUTETUS WM BOJOCSHOW IJYKOBHUIIBI. B siapax KIETOK JKCHIIUH B
JUIUIOUTHOM HaOOpe MPUCYTCTBYIOT JBE XPOMOCOMBI X, OJHA U3 KOTOPBIX HNOJHOCTHIO
WHAKTUBUPOBaHA (CMUpaAM30BaHa, IUIOTHO YMAaKOBaHA) W BUJAHA B BHJE TJIBIOKU
reTepOXpOMaTHHA MPUKPETUIEHHOTO K 0000uKe siapa. MHakTuBupoBanHas xpomocoma X
HA3bIBACTCS IMOJIOBBIM XPOMATHHOM WIIM TenblieM bappa, /uis ero BBISBICHHUS B sIpax
KJICTOK Ma3KHd OKPAIIMBAIOT AllETAPCEHMHOM W TpernapaThl MPOCMATPUBAIOT C MOMOIILIO
O0OBIYHOTO CBETOBOI'O MUKpOCKOIA. B HOpMeE y JKEHIIMH 00HapYy>KUBAIOT OJHY IJIBIOKY X-

XpOMAaTHHA, a y MYy>XK4YUH €€ HeT. /{1 BBIABIEHHUS B s/Ipax KIETOK MY>KCKOIO OpraHu3Ma
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Y-nosioBoro xpoMatuHa (F-Tenblie) Ma3ku OKpalIuBalOT aKPUXUHOM U TPOCMATPUBAIOT
C TIOMOIIbIO JTIOMUHUCHEHTHOTO MUKPOCKOIIA.

OnpeneneHue MNOJOBOrO XpPOMATHHA HCIONB3YETCS B DKCIpPECC-AHMArHOCTHKE
XPOMOCOMHBIX CHHIPOMOB, MPU HESICHOM I10JI€ HOBOPOXKIEHHOTO Tocie 1 Mec. KU3HH,
MEPBUYHON aMEHOPEH, HAPYIIEHUH MEHCTPYaJbHOrO IHUKJA, OCCIUIONUU Y MY>KUUH U
KEHIIMH, HeaudepeHunpoBaHHOU ONUro(pPEHUN, MPU HAPYIIEHUH HA0Opa MOJIOBBIX
XpOMOCOM, B Cy/1IeOHOM MeAUIIMHE AJI ONpeeseHus noja nuuauBuaa. Onpeaenenue X-
U Y-XpoMaTHHa - CKPUHUHTOBBIM METOJI, OKOHYATEIbHBIA JUATHO3 XPOMOCOMHOM
0O0JIE3HU CTABST MOCJIE UCCIIEIOBAHMS KAPUOTHIIA.

BUOXUMUNYECKHNI METO/]

Hear 0MOXHMMHYECKOT0 MeTOJA - IUAarHOCTHKA Ooyie3Hel HapylieHUs oOMeHa
BEUIECTB (PH3UMOMATHI), IyTeM oOIpeaeiaeHUus] MeTaboJIUTOB B OHOJOTHYECKU
AKTUBHBIX JKMJIKOCTSX UM KIETKax opraHu3ma (Moda, TOT, KpOBb, (PuOPOOIACTHI,
JTUMQOIUTEI U JTIp.).

Iokazanus 1 OMOXHUMHUYECKOT0 00C/IeI0BAHUSA MALMEHTA:

- YMCTBEHHAsl OTCTAJIOCTh, ICUXHUUECKHE HAPYIICHUS;

- HapyuieHue (QU3NYECKOTO pa3BUTHUS, HCKPHUBJICHHE KOCTEH, Upe3MepHOe
OTJIO’KEHHE KUPA, TUTIOTPO U, TYTOMOIBHKHOCTD WU pa300ITaHHOCTh CYCTaBOB;

- IJI0OXO€ 3PEHUE WU TOJIHAS CIIETIOTa, TYTOYXOCTh WU TIyXO0Ta;

- CYZIOpOT'y, MBIIIIEYHAs] TUIIOTOHUSI, TUIIEP- U TUIIONUTMEHTALIMS, JKENTYXa;

- HEMEPEHOCUMOCTb IMHUILEBBIX MPOAYKTOB M JIEKAPCTBEHHBIX MPENAPATOB, PBOTA,
Juapesi, TernaTo - U CIJICHOMETalus; crielinUIecKuii 3arax MOYH | 1OTa;

- MOYeKaMeHHas 00JIe3Hb, X0JIECTa3;

- FTEMOJIUTUYECKHE aHEMUU U JIP. COCTOSIHUS;

Ha mnepBom »3Tame oOcnenoBanusi (PKCIpecc-IUarHOCTUKA) MPUMEHSIOTCS
METOJbl  MAacCOBOI0  OMOXMMHMYECKOrO  CKpuHHMHra: mpobsl Demnunra (Ha
dbeHunkeTonyputo), AunbTray3eHa (TJIMKOreHo3bl), beHenukra  (ramakTo3emus,
dbpykTo3emusi), mpoda Ha THUIEPAMUHOALUIYPHUIO, MUKpoOUoiorndeckuii tect I'atpu

(®KY wu gp. amuHoaumaonatuu). Pa3paboraHbl MOpoCTbie  KAYECTBEHHBIC
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OMOXMMHUYECKUE TECTHI JIJIsl SKCIEPCC-IUArHOCTUKU TUIIOTUPE03a, MyKOBUCIUI03a, IS
BBISIBJICHUS HapyleHUuI oOMeHa OounupyOuHa, 0ose3Hn Tes-Caxca,
renaToJCHTUKYISIPHON JereHepaluu U Jap.

Ha BTOpOM 3Tame NpuMEHSIOT CJIOXHbIE METO/Abl aHAJUTHYECKON OMOXUMUMU:
anekTpodope3,  TOHKOCIOWHas  XpomaTtorpadusi, razoBags M  KHJIKOCTHas
xpomaTtorpadus, XpOMaTO-MacC-CIIEKTPOMETPHS, MarHuTHas pe30HaHCHas
CHEKTPOCKOMHS, OoMOapaupoBKa  OBICTPHIMH ~ HEHpPOHAMHU (ToHKOCTOMHAS
xpomaTorpadus MOYU U KPOBU - HAPYIICHUS] 0OMEHa aMUHOKHUCIIOT, OJINTOCaXapua0B U
INIMKO3aMUMHOTJIMKAHOB (MYKOIOJIMCAXapuA0B), ra3oBas Xxpomarorpadus - Oone3Hu
oOMeHa OpraHUYECKUX KUCIIOT, JIEKTPOPope3 reMOrIOONHOB — TeMOTIIOOMHOTIATHH ).

BhisiBjIeHHE IreTepO3UTrO0TOHOCHTEILCTBA!

buoxuMudeckne MeETOJbI MNPUMEHSIOTCS [JIsi JUarHOCTHUKA TeTePO3UTOTHBIX
coctrosinui. [llaHchl Ha BCTpeuy ABYX HOCHUTENEH OJIMHAKOBOTO MATOJIOTMYECKOTO T'eHa
BBIIIE, €CJIM B Opak BCTYyNalOT POACTBEHHUKH W MOTYT YHAclIeIOBaTh OJUH U TOT XKe
PELECCUBHBIN TeH 0T 0011ero npenka. [IpeamnoaokuTe reTepo3uroTHoe HOCUTEIBCTBO Y
KEHIIMHBl MOXKHO B Cllyyae, KOTJla y Hee POAWINCH OOJbHBIE CHIHOBBS; €€ OTell
MOPAXKEH HACJIEJCTBEHHOW O0O0JIE3HBIO; JKCHIIMHA HMMEET OOJBHOro OpaTa; y HBYX
Jodepel OJTHOM MaTepH POAMIIMCH OOJIBHBIC CHIHOBBS; Y 3JI0POBBIX POJUTEEH POIUIICS
OOJLHOM CBIH, @ Y MAaTEPH B POJOCIOBHOM €CTh OOJIbHBIE MY>KUMHBI.

BrisiBieHHe TeTepO3UrOTHBIX HOCUTENEH TOro WM WHOrOo 3a00JeBaHUs
BO3MOYHO ITYTEM HCIIOJIb30BaHUS OMOXMMHUYECKUX TeCTOB (TprieM (eHuIalaHuHa JJIs
BBISIBJICHUSI (CHUIKETOHYpUM, TIPHEM caxapa - caxapHoro pguabera u T.1.),
UCCJIEIOBAaHUS KIETOK KpPOBU U TKaHEW, OMpEJCICHUs] aKTUBHOCTH (epMeHTa,
W3MEHEHHOTO B pe3yjbTaTe MyTaluu (reTepO3WTOTHBIC HOCUTENIN (DEHUIKETOHYPUH
pearupyroT Ha U3MEeHEeHHE (eHUJIATAaHIHA TTOBBIIICHUEM COJIEP)KaHUSI aMHUHOKHUCIIOTHI B
mia3me). /[marHocTuka reTepo3UroTHOrO HOCHUTENIbCTBA MPUMEHSIETCS B MEIUKO-

F€HETUYECKOM KOHCYJIbTUPOBAHUU ISl pacueTa pucka poxkaeHusi 00JbHOTO peOeHKa.

MOJIEKYJISPHO-TEHETUYECKU METO/]
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Heap MoJIeKYJSPHO-TEHETHYECKOI0 MeTOJa - BBISBICHUS BapHaluid
(moBpexnenuit) B cTpykrype ydactka JIHK (amnensi, reHa, pernoHa XpoMOCOMBI), B
OCHOBE KOTOPBIX JIE)KAT FTeHHO-NHKeHepHble MaHumyisinuu ¢ JJHK u PHK.

IMoka3aHus il MOJIEKYJISIPHO-TEHETHYECKOr0 00C/IeJ0BAHUSA NMAIMEHTA:

- IUarHOCTHKA T€HHBIX 3a00JIeBaHUH,

- TOpOAOBasi AMArHOCTUKA HACJIEACTBEHHBIX OOJIE3HEN.

Metoanl JTHK-AMarHocTUKH:

- [ojuMepasHas  IlemHas ~ peakius: aHauu3 ~ noiuMmopdusMa  JUTMH
aMITUITUPOBAaHHBIX (pParMeHTOB, aHAIU3 MOIUMOpQPU3Ma JUIMH PECTPUKIIMOHHBIX
dbparmMeHTOB, asenbcrnenupruyHas MojJuMepasHas IeMHasi peakius, KOJIMYeCTBEHHas
noJIMMepa3Hasi 1IeMHasi peaxiusi;

- MYJIBTUIUICKCHAS JTUTa303aBUCUMAasaMILUTU(PUKAITHS

- CEKBEHUPOBAHUE;

- Macc-CIEKTPOMETPHS;

- MeTO/] OMOJIOTUYECKUX MUKPOYHUTIOB;

- MeTuicnenupuYHas MoJIMMepa3Has IerHas PeaKius;

- METWJIYYBCTBUTEIbHAS MOJMMEpPa3Has LIeTHasl pEeaKIus;

- OUCYIb(OHUTHBIN CUKBEHC;

- METOJIBl MYTaIlMOHHOTO CKpuHHHTA (aHanu3 nepectpoek JIHK-6moTTrHrOM 10
Cayzepny, ananmm3 nomuMmopdusma  koHpopmamuu — oxHouenodeunor  JIHK,
anektpodope3 npynenodeunor JIHK B rpagmente neHaTypaHTa, reTepoayrieKCHBINA
aHaIM3, XMMUYECKOe 0OHAPYKEHHE HECTIApCHHBIX HYKIICOTHIOB, 3amuTta oT PHKas3mr).

[TonumepasHas uenHasi peakuus npeioxeHa B 1983 r. amepukaHCKUM y4Y€HbBIM
Kappun Mymmucom, 3a 9to oH ObuT ymoctoeH HoOeneBckoit mpemun. [lommmepasnas
LIETHAsl peaKkiusi - METO/Jl, MO3BOJISIIOIIUN OOHAPY>KUBAaTh U MHOTOKPATHO KOMUPOBATH
(ammmmunupoBaTh) OTHOCHUTENBbHO KopoTkme ydactku JIHK. Jlns mnpoBeneHus
peakiuu HeoOXOAUMO TOYHOE 3HAHWE HYKJICOTUIHON MOCIEN0BATEIILHOCTH 3TOTO
dparmenta JJHK. dnsa nonyuyenus JJHK OepyT nelKOIUTH KPOBU, KIETKH CIU3UCTOM

000710YKH pTa Wik, €CJIN N3y4acTCia rcHoM 3M6pI/IOHa, - OKOJIoIIIoAHAaA XHUAKOCTD. I[J'IH
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MPOBEICHUS MOJIEKYISIPHO-TEHETUUECKUX HCCIEIOBAHUN HCIONb3YIOT HEOOJbIION
dparment JIHK, conepxkamiuii unTepecyomue reupl. st ero noiayyeHus NpuMeHsIOT
crienuaibHbie (DEPMEHTBI PECTPUKTA3bl (pecmpukyutl - OTPAHUYCHUE), OHH PEKYT
monekyny JHK B crtporo ompenenénnom wecte. HMcmonb3yss HaOOphl pa3HBIX
pecTpukTas, yaaércs Bbipe3aTh u3 Monekynbl [JHK nyxHble pparmMeHTh HEOOIBIIOrO
pasmepa. Crenyronuii sTamn - yBeJIudeHrue KoIndecTBa noiaydeHusix pparmentor JIHK.
D10 BO3MOXHO Onaronmapss crnocooHoctn Monekynsl JHK k camoynBoenuro.
Veenuuenue konuii JIHK HaseiBatorT ammmudukanuenn (amniugurayuo - ycuieHue,
yBenuueHue). B xkuBoM opraHumsme aMIuiMpuUKalMs - €CTECTBEHHBIM Mpolecc
perumkaiuu  JIHK, a B nmabGopaTOpHBIX YyCIOBHUAX €ro MOAMEHSET ChelHalbHas
METOAMKa - mouuMepasHas nenHas peakuus. [lonyuennas JTHK saBnseTcs marepuanom
JUISL IICCJIEIOBaHUMH.
HEOHATAJIbHBIM CKPMHUHI HACJIEJCTBEHHOM ITATOJIOI MU

HeonaranbHblii CKPUHMHI - 00CJelIOBaHHE HOBOPOXIACHHBIX, C LEJbIO
BIBISIBJICHUSI ~ HOCUTEJIEM  MYTaHTHOIO  T€HAa, JOKIMHUYECKOW  JIMarHOCTHUKH,
HOpPMOKONIUpOBaHUS  (eHoTuna, JeYeHUs U NPOPUIAKTUKH  OCIOKHEHHM
HACJIEICTBEHHBIX 3a00JIEBaHUM.

IIpaBuia ordopa 60s1e3Held 1Jisi HEOHATAJIBHOI0 CKPUHMHIA:

- 3a00JIeBaHNE KIIMHUYECKU U JTA00PATOPHO XOPOIIIO U3YUCHO;

- yacToTa 3a001eBaHuUs B MOMYJIAINH JOCTATOYHO BBICOKAS;

- 3a00J1€BaHNE C BHICOKMM PUCKOM MHBAIMIU3AIUU WIH JIETATBHBIM UCXOJIOM;

- nabopaTopHble TeCThl HE JalT JIOKHOOTPULATEIbHBIX PpE3yNbTAaTOB,
COOTHOLIEHNE UCTUHHOIOJIOKUTEIBHBIX U JIOKHOIIOJIOKUTEIBHBIX HE MeHee 1:5;

- TECTHI POCTHIE, OE€30I1aCHBIE, SKOHOMUYHBIE U ITHUECKH IPUEMIIEMBIE;

- umeetcs dppexTrBHAS MPOodUTAKTHKA U JICUCHUE JAHHOTO 3a00JI€BaHN;

- CKPUHMHT LIEHTPAIN30BAH, aAMUHUCTPATUBHO U SKOHOMUYECKHU PEaJICH.

JTanbl HEOHATAJIBLHOI0 CKPMHUHIA:
| 5Tan - 3a60p KPOBU y HOBOPOKAECHHBIX Ha 4-7-i J€Hb )KU3HU, TPAHCIIOPTUPOBKA

TecT-0J1aHKa B JIADOPaTOPHUIO MACCOBOT'O CKPUHUHTA.
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Il 5Tan - nepBuYHas [UarHoCTUKa, (OPMUPOBAHHUE IPYIIIBI PUCKA.

Il 5Tanm - yToyHeHWE KIMHUYECKOro AHarHo3a C MOMOIIbI0 Oo0Jee TOYHBIX
OMOXMMHUYECKUX U MOJIEKYJISIPHO-TEHETUYECKUX METOIOB.

IV stan - neuenue (He mo3gHee 1 Mec. MoOcie POXKACHUS), NUCTAHCEpPU3AIUs
OOJIBHBIX, JTA0OPATOPHBIA U KIIMHUYECKUIM KOHTPOJIb 32 3P(HEKTUBHOCTHIO JICUEHUS.

V 3Tan - MeIMKO-TeHETUYECKOE KOHCYJIbTUPOBAHUE CEMbH.

HopmatuBHble J0KyMeHTHBI B P®, pernamMeHTUpyrOLUEe IPOBEIACHUE
HEOHATAJIbHOTO CKPUHUHTA Ha (PEHUIKETOHYPHUIO U BPOXKACHHBIN THIIOTUPEO3, SABIISACTCS
npukaz M3 P® Ne 316 or 30.12.1993 r. «O CcOBEpHUICHCTBOBAHUU MEIUKO-
reHeTuueckor ciyx0sl MunzapaBa Poccuiickoit denepanun»; Ha MYKOBHUCIIHIO03,
aJpEHOT€HUTAJIBHBIA CUHAPOM M TajlakTo3eMuto - npuka3 M3 P® Ne 185 ot 22.03.2006
r. «O MaccoBoM 00CIEIOBaHWM HOBOPOXKJICHHBIX JETe Ha HAaCIeJCTBEHHbIE
3a00J1eBaHUS».

[Ipu ckpuHuHre Ha (PeHMIKETOHYPHMIO UCCIEAYIOT ypOBEHb (EeHUJIAIaHMHA B
KpOBH: KOHIeHTpauus 2,1-8,0 mr/m - nobGpokadecTBeHHas Tunep@eHmIaTaHueMus
(HabmrofileHne B TEUEHHE TOJla, €KEMECSYHbI KOHTpONb (peHunanaHuHa), Beime 8,0
MT/11 - (DEHUIIKETOHYpHs (Ha3HAUCHUE JTUETOTEPANIUU U MEIUKAMEHTO3HOTO JICUCHUS ).

[Ipu BpOXKAEHHOM IHIOTHPEO3€ MOPOTrOBbIM YPOBHEM THUPEOTPOIHOTO TOPMOHA
JUIS HOBOPOJKJICHHBIX B Bo3pacTe 1-7 mueit cocraBmsier 20 MkME/mi, nis nereit crapiie
14 nueit - 5 mxkME/Mn u Boime, mpu 50 MmkME/Mn u Bbillie ONpeAensioT ypOBEHb
TPUUOATHUPOHHWHA U TUPOKCHHA B KPOBU U HAa3HAYAIOT TOPMOHAJIBHYIO TEPAMUIO.

JUisl BBISIBICHUS TaJaKTO3eMHHM B 00pa3ie KpOBH HOBOPOXKICHHOIO HCCIEIYIOT
collepKaHHe TallaKTO3bl, Tanakto3a-l-dochara u aktuBHocTH [-1-OVT. Pesynwrar
CKPUHMHTA CUUTAIOT OTPHUIATEILHBIM IIPH YPOBHE TajJakTo3bl MeHee 7,1 mr/mi.

I'pynny pucka HOBOPOXXIEHHBIX C  aJAPEHOreHUMTAJBHBIM CHHAPOMOM
dbopmMupyroT pu npeBbimeHnd 30 HMOJIB/T 1 70-THIPOOKCHUIIPOTECTEPOHA B KPOBH.

B  kadecTBE CKPUHUHI-TECTa MYKOBHCIHHI03a  ONPEIECISIOT  YPOBEHBb
HEOHATAJIbHOIO HMMMYHOPEAaKTUBHOIO TPUIICHHA, KOHUEHTpAlMs KOTOPOro IIpH

MYKOBHCIIUJI03€ cocTaBisieT Oosiee 70 Hr/mi. Jlanee auarfHo3 mOJATBEPXkKAIOT y JETEl
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rpyamnbsl  pHCKa  IMOBTOPHBIM  HMCCICAOBAHHMECM  HWMMYHOPCAKTUBHOIO  TPHUIICHHA,

MOJIOKUTENIbHON OTOBOM NPOOKI HAa XI0puasl, Ha3HavatoT JJHK-nuarnoctuxy.

4. BPOXXZIEHHBIE ITOPOKHU PA3BUTUA
BpoxkaeHHble NMOPOKM Pa3BUTHUSI - BO3HUKIIWE BHYTPUYTPOOHO, CTOHKHE
MOpP(OJOTUYECKHE HW3MEHEHUsI OpraHa, CHCTEMbl OpPraHOB WJIM BCEro OpraHu3Mma,
BBIXOJISIIIEE 3a Ipe/iesbl BapUalluii CTPOEHUs, U IPUBOJIAILEE K HAPYIICHUIO (YHKIUU
NOPAKEHHOTr'0 OpraHa.

ITHOoJ0THUS BPOKACHHBIX IIOPOKOB Pa3sBUTHSA.

[Iprunna VY 1enbHbIN
BEC
['ennble MyTanuu 20%
XPpOMOCOMHBIE CUHIPOMBI 25%
BremraecpenoBbie pakTopsl (TepaToreHbl, MAaTEPUHCKHE (PaKTOPHI) 8%
MHoxecTBeHHBIE (haKTOPhI (MYJIbTH(HAKTOPUATIbHBIE TTOPOKH ) 32%
HeycTtanoBneHHbIe TPUUYKHBI 15%

IlaTorene3 Bpo:K1eHHBIX IOPOKOB PA3BUTHSI.

Manbshopmanusi | CTPYKTYpPHBIN JePEeKT M3HAYaIbHO aHOMAJIBHOTO OpraHa, 4acTH
opraHa WM Yy4yacTka Teja (MEpBUYHBIA TOPOK) (CHUHAPOMBI
MHO>KECTBEHHBIX TIOPOKOB Pa3BUTHSA, Ne(EKThl HEPBHOU TPYyOKH,

BPOXKJICHHBIEC TIOPOKU CEPJIlIA, PacIIeNuHbI TyObl M HEOA U 1p.).

[u3pynuus Mopdomorndeckuii nedeKT W3HaYaIbHO HOPMAaJBHOTO OpraHa,
yacTM oOpraHa WIM yyacTka Tena (BTOPUYHBIA  IOPOK)

(BHYTpUYTpPOOHBIE aMITyTaIllil KOHEYHOCTEN U Jp.).

Jedbopmarmst HapymieHue (opmbl, pa3mMepa WM TOJOXKEHUS YacTH Tea,
00yCIIOBIEHHOE MEXaHMYECKUM BO3JICHCTBHEM Ha HOPMAaIbHO
pa3BUThIE OpraHbl WM 4YacTW Tela IUoAa (MO3ULIMOHHAS

KOCOJIAIOCTh, aCUMMETPHS Yepena u Jp.).

,HI/ICHJIaSI/I}I HapylmcHHasa opraHu3anusa KJIICTOK B TKaHAX " €C
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MOP(OJIOTHYECKUM Pe3yabTaT (MHOXXECTBEHHOCTh IMOPAKEHUI
nopu  cuHapome  Mapdana  oOycnoBieHa — AMCIUIA3HEH

COCMHUTEILHON TKaHM).

Bpo:xaeHHbIe TIOPOKU Pa3BUTHS 10 BpeMEHH BOSHUKHOBEHMSI.

I'ameTtonatun [['eHHBIE WM XPOMOCOMHBIE MYyTallMd B raMeTax (HaclieCTBEHHBIE
CUHAPOMBI)

bnacronatun [lopaxenue OmacrouucTsl, T.€. 3apoasimia 15 pHell mocie
OIJIOJOTBOPEHMUS 10 Hayaja MaTOYHO-IIJIAlleHTapHOIO
KpoBoOOpalieHuss (CUpeHOMENMs, UUKJIONUS, JIBOMHUKOBbBIE
HOPOKH, MOHOCOMHSI, TPUCOMHUSI)

OMmb6Opuonaruu [loBpexneHue sMOpuoHa OT 16 AHS mocie OMIOJO0TBOPEHMS, 10
KOHIIAa 8 Hezaeld, OOJBIIMHCTBO MOPOKOB Pa3BUTHUS BO3HHUKAIOT B
3TOT NEPUOJ

deronatTuM  MOBpEeXICHUS IuloAa c 9-ii Hexenn OEPEMEHHOCTH 10 POJAOB

(coxpaHeHHe SMOPHOHAIBHOTO Pa3BUTHs opraHa (KpUINTOPXU3M),
TUIOIJIA3Us OPTaHOB, JIEKAPCTBEHHAS, alIKOTOJIbHAS, SHIOKPUHHbBIE

dberonaTun)

Mopdosaorudeckne cydocTpaTbl BPpOXKI€HHBIX OPOKOB Pa3BUTHS.

AreHesus [TonHOE BPOKIEHHOE OTCYTCTBHUE OpraHa.

Arutaszus [lomHOE BpPOXKIAEHHOE OTCYTCTBHUE OpraHa C HaJIMYUEM
€ro COCYJUCTON HOXKKH.

['unornnasus HenopasButre opraHa ¢ JA€QUIIMTOM €ro MacChl WIH
pa3mepa

[Nuneprutazus YBenu4ueHne Macchl WM pa3Mepa oOpraHa 3a Ccyer
YBEIIMUCHUS KOJIMYECTBA KIIETOK

IMumoTtpodust 'Y MEHBIICHUE Macchl Tela mIoaa WJIA
HOBOPOXIEHHOTO.

IMuneptpodus YBenuM4YeHHas Macca WM pa3Mepbl OpraHa 3a CYer

00beMa KJIETOK
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Maxkpocomus YBenuueHue AJIUHBI U Pa3MEPOB Tella pedeHKa B 1IEJIOM

(TUraHTHU3M)

['ereporonus Hannuwne xiieTok, TKaHEW WK LENbIX YYaCTKOB OpraHa
B JIPYI'OM OpraHe WX B TE€X K€ 30HAX TOrO K€ OpraHa,
rae ux ObITh HE JOJDKHO

I'eTepornasus Hapymenue nuddepeHunpoBky TKaHeH

DKTOMnuUs CMmellleHne opraHa WIM — €ro  pacloyio)KCHUE B
HEOOBIYHOM MECTE

[Tomm - mnpuctaBka K |YJIBOCHHE WJIM YBEJIMYCHHE YHCJIAa OPraHOB JMOO €ro

HAa3BaAHUIO OpraHa

YacTeH WU €ro qaCTH, IMTOJUCIIJICHUA U T.A.

ATpesus [TomHOE WM YAaCTUYHOE OTCYTCTBHE OTBEPCTHUS B
KaHaJyie (HalpuMep, B MUIIEBOJIC)

OtcyrctBue  cpamieHus [Paciienunsl ryOsl 1 HeOa

CTPYKTYp

Hepa3znenenue opranos

CUHIAKTWINSA

Crenos Cy)XeHue KaHaja WId OTBEPCTHS.

[lepcuctupoBanue CoxpaHeHne 3MOPUOHANBHBIX CTPYKTYpP, HCUE3AIONINX
K OINpEICICHHOMY TMEpUOAYy pa3BUTUA (OTKpPBITOE
OBAJIbHOE OKHO WJIM apTepUaIbHbIN MPOTOK Yy pedeHKa
CTapllie TPEX MECSIIEB).

JucxpoHnus Hapyuienne TtemMnoB (YCKOpEHHE HWIIH 3aMEJJIEHUE)

[Pa3BUTHSL.

ITocaenoBaTe IbHOCTH BO3HUKHOBEHHSI BPOKACHHBIX ITOPOKOB Pa3BUTHUA

[lepBuyHBIE | HETOCPEACTBEHHO OOYCIOBIICHHBIE BO3JCHCTBHUEM TEPATOTCHHOTO
dakTopa (reHETHIECKOTO HIIA SK30TEHHOTO).
BropuuHbpie | OCIOKHEHHWE TEPBUYHBIX U TMATOTCHETHYECKH C HUMHU CBSI3aHBI

Pa3BUTHIO

(aTpe3usi BOAOMPOBOJIa MO3ra (MEPBUYHBIM MOPOK), MPUBOAUT K

ruapouedanuu  (BTopuuHbl) wiam  spina  bifida

(MepBUYHBII ), COMTPOBOXKAAETCS KOCOIANOCTHIO (BTOPUYHBIN).
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ITo pacipocTpaHEHHOCTH BPOXKJAEHHBIX MIOPOKOB PA3BUTHSI B OPraHU3Me

N3onupoBaHHbIE | JTOKAJIM30BAaHHBIE B OJJHOM OpraHe (CT€HO3 MPUBpPATHHUKA WIIU

[EPCUCTUPOBAHUE ApPTEPUATIBHOTO ITPOTOKA)

Cucremubie MOPOKH B TIpeiesiaX OJHOM CUCTEMBI (apTPOTPUIIIIO3)

MHOXECTBEHHBIC ITOPOKH, JIOKAJIM30BAHHBIC B OpraHax IBYX M Oosee cucTemM

Kinunnuyeckas kinaccupukanus BpOKICHHBIX IOPOKOB Pa3BUTHA.
ITopoxu ITHC n opranoB 4uyBCTB
[Topoku nuna u meu
[Topoku cepaeyHO-COCYAUCTON CUCTEMBI
[Topoku IbIXaTeNbHON CUCTEMBI
[Topoku opraHoB nuIiEeBapeHUs
[Topoku KOCTHO-MBIIIEYHON CUCTEMBI
[Topoku MOYEBOM CUCTEMBI HIIOJOBBIX OPTaHOB
[Topoku SHAOKPUHHBIX JKEJE3
ITopoku KOXH U €€ PUIaTKOB
Teparorennnie GakTopbl, popMHUpPYyHOLIHE BPOKIACHHbIE IOPOKHU:

1 rpynna - 6umonoruueckme: nHbexnuu (MIIII, TORCH-kommnexke — T-
Tokcoruiazmos; O - (othe) — apyrue nadexun (cuduanc, XIaMuIn03, SHTEPOBUPYCHAS
uHbekus, renatutel A u B, roHokoKkoBasi HHMEKIUS, JTUCTEPUO3; BEPOSTHBIEC: KOPb,
MapOTUT; TUIMOTETUYECKUE: Tpunm A, IUMQOIUTAPHBIA XOPUOMEHUHTHUT, BHUPYC
MaImMJIOMBI YeJIoBeKa 1 Jp.; R - kpacHyxa; C- mutomeranosupyc; H - repmec);

2 rpynna - XuMHYeCcKHe:

> JI€KapCTBEHHbIE Ipenaparsl (THAAHTOUH, TATUAOMU, PETUHOEBAsA KUCIIOTA,
TETPaUKINH, BappapuH, AaHTUKOHBYJIbCAHTBI, AHTUTUPEOUJHBIE  Mpenaparhl,
XUMUOIpenapaThl, CBUHEL, JTUTUH, PTYTh, IPOTUBO3a4aTOUHBIE TTpenapaThl U JIp.),

> aJIKOT0JIb, HUKOTHH, HAPKOTUYECKHE BEIIECTBA,

> XUMUYECKUE TPOMBIIIJICHHBIE U OBITOBBIC BEIIECTBA,
> TUITOKCHSI,
>

HCIIOJTHOOCHHOC ITNTAaHUC,
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> SHJOKPUHHBIE 3a0o0JieBaHUS W MeTabonnueckue nAedeKkThl y Marepu
(caxapHblil 1uabeT, PEHUIKETOHYPHS U JIp.);

3 rpynna - pusnyeckue

> paauaMoOHHbIE BO3AEHUCTBUS,

»  MEXaHWYEeCKOE BO3JCHCTBUS Ha IO

- BHyTpuMaTounblie: BIIP, onmyxonu mMaTku, ManoBOAME OrpaHUYMBAIOT ABHKEHHUE
¥ pocT mioja (BBIBUX Oelipa, THITOIIIa3usl JISTKUX, apTPOTPHUIIIO3 H JP.)

- BHEIIHWE: HapylleHUE KPOBOCHAOXKEHHUS IUIOJA, OOPa30BaHUIO CKJIAJ0K
aMHUOTHYECKOTO MeIllKa (AMHHUOTUYECKUE cpalieHus - Tshku CUMOHapa) NPUBOASIINE K
TUMNOIJIA3UM KOHEUYHOCTEH, MOMEePEYHBIM aMITyTallUsIM (AMHUOTHYECKUE TIEPETSIHKKH ).

TepaToreHHnblii TepMUHAIMOHHBLIA mNepuoa (KPUTHYECKHE TMEPHOIAbI
BHYTPUYTPOOHOTO Ppa3BUTHs]) - CPOK, Ha NPOTSIKEHUU KOTOPOTO TEPaTOrEHBI
CIIOCOOHBI BBI3BIBATH MOPOKHU PAa3BUTHSA:

1-it nepuon — 1 - 2-s1 Heensd, UMILJIAHTAIUS U TUTAIICHTALIMS.

2-1i iepuoy - 3-51 - 6-51 HeIe)IM, OCHOBHOM OpTaHOTeHE3.

3-it mepuoy - 20-24-1 HeeNu, CTAHOBIICHHE aHATOMO-() YHKITMOHAIBHBIX CBSI3CH.

5. XPOMOCOMHBIE CMHIPOMBbI

XpOMOCOMHBIE CHHAPOMBI - BPOKJICHHBIE IATOJOTMYECKUE COCTOSIHUS, B
pe3yiabTaTe FTEHOMHBIX HJIM XPOMOCOMHBIX CIIOPAJUYECKUX MYTalIHA.

Kapuortun uenoBeka - 46 xpomocoM, y KeHIIMH 44 ayTOCOMBI M Tapa MOJIOBBIX
xpoMocoM XX, y MyxuuH - XY. CooTBercTBeHHO: 46, XX; 46, XV.

XapakTepHble OOIIME MPU3HAKH XPOMOCOMHBIX CHHAPOMOB: MHOKECTBEHHBIE
BPOXK/ICHHBIE TOPOKH Pa3BUTHUA, 3aJ€pKKa BHYTPUYTPOOHOIO W MOCTHATaJIbHOIO
¢u3nueckoro  pa3BUTHSA, UYEPEMHO-TUIEBbIE au3Mopdum, 3amepikKka HEpPBHO-
MICUXUYECKOTO Pa3BUTHS, HapyIIeHNEe GYHKIIUNA BHYTPEHHUX OPTaHOB.

Kuaccupukanusi XpoMOCOMHBIX CHHAPOMOB (AaHOMAJIM):
[ rpynna - KoJIWYECTBEHHBbIE (YHUCIOBBIE) aHOMAJIUU XPOMOCOM, B PE3yJbTare

T€HOMHBIX MYTAIUM:
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1. Aseymmonauu  2n =+ 1, 2, 3 - yrpaTta win npuoOpeTeHne XpoMOCOMbI

- U3MEeHeHue unciia aytocoM (47XX21+, 47XV 13+, 47XX18+)

- UI3MEHEHHE YHCIIa MOJOBLIX XpoMocoM (45X0, 47XXY).

2. llonumionauu  2n £ n, 2n, 3n u T.4. (3n - TpUrIonaus, 4n - TeTPaIIONAMS,
SN - MEHTAIIOUAMS U T.J.) - KPaTHOE YBEIIMUCHHE TalJIONTHOTO Habopa XpOMOCOM.

II rpynna - kauecTBeHHbIE (CTPYKTYPHBIE) aHOMAJIMM XPOMOCOM, B pe3yjbTaTe
XPOMOCOMHBIX MYTallUM:

- TPAHCJIOKALIMH - IEPEHOC YYacTKa OJIHOM XPOMOCOMBI Ha JIPYTYIO0 XpOMOCOMY,

- IeJIeINH - IOTEPU Y4acTKa XPOMOCOMBI,

- UIHBEPCHUU - IOBOPOTHI y4yacTKa XpoMocoMbl Ha 180°,

- TyTUTMKAIMH - YABOCHUS y4aCTKa XPOMOCOMBI,

- U30XPOMOCOMHMSI - TIOBTOPSIFOLIUICS TeHETUUECKUI MaTepual B 000uX mieyax,

- KOJIBIIEBBIE XPOMOCOMBI - COEJMHEHHE ABYX KOHIEBBIX JeJeluil B 000MX
IIe4ax XpOMOCOMBI,

- TALIEHTPUYECKAsA XPOMOCOMAa — BOCCOEIMHEHUE ABYX MOPEAKIECHHBIX XPOMOCOM.
Cungpom /layna - xpoMocoMHas aHOManus, C TpucoMuen 21 XpoMOCOMBI, BIIEPBBIE

onucad B 1866 r. anrnuiickum neauatpoM A. JlayHom.

OTHOJIOTUSA

Kapuotun - 47,XVY,21+ wim 47,XX,21+. Hacrota 1:600-700 HOBOPOKICHHBIX.
[Tonnas Tpucomus 21 (95%) - He pacxokJIeHHE XpPOMOCOM B Melo03€ (MaTEpUHCKOE -
85-90%, ormosckoe - 10-15%; 75% HapymieHuii - B IEpBOM JACIICHUH MEH03a Yy MaTepu

u 25% - BO BTOpoM); 2% - MO3auYHbI€ BApUAHTHI.

[laTorenes

I'en rmaBHOTO (hepMeHTAa AHTUOKCHIAHTHOW 3alllUTBhl - CYMEPOKCHIIUCMYTa3bl B
CEerMEHTE JUIMHHOTO Iuleda XpoMmocoMbl 21 (ero rupepakcrnpeccus Hapylaer
PETYISIIIUI0 aKTUBHBIX (OPM KHCIOPOJa, THUIEPIPOAYKIHMS CBOOOTHBIX PaTUKaIOB

MPUBOJIMT K HeWpoaereHepaTuBHbIM nponieccam B [THC, pannemy ctapenuro u ap.)

Knunuka

Bpaxuuedanusi, MOHTOJIOUIHBINA pa3pes ria3, SMUKaHT, naTHa bpymidunbna, karapakra,
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MUONUS, OTKPBITBIA POT, aHOMAJUU 3yOOB, KOPOTKHWA HOC, IUIOCKas MNEPEHOCULA,
M30BITOK KOXM Ha IlIee, KOPOTKHE KOHEYHOCTH, IOINEpeYHasl dYeThIpexmnaiblieBas
JaJiOHHAas CKJaJiKa, CaHJalieBUIHAs IIedb. BpoxaeHHsie mopoku cepaua (AMIIIL,

JAMKII, otkpeIThiii apTepuanbhbiil mpoTok) ¥ KKT. YMCTBEHHas OTCTaNOCTb.

Jlmarnoctuka
[TocTHaransHOE KapUOTUIIMPOBAHUE, FISH-ananu3 u/unu XPOMOCOMHBIN
MHUKPOMAaTPUYHBIN aHAIU3.
[IpenatanbHass  OTUArHOCTHKA: Oworcuss  BOPCUH  XOPHOHA, AMHUOLICHTE3

(KapHOTUIIUPOBAaHUE, MUKPOMATPUYHBIM aHanu3 xpomocoM); Y3U mioga (yronuieHue
HmIeHON cKiajnku). B MaTepuHCKON CHIBOPOTKE: YpOBEHb IUIa3MEHHOro Oeika A B
KOHIIE TepBOro Tpumectpa u aibda-peronporenna, oOerra-XI'Y (XOpHOHUYECKOTO
TOHAJOTPONMHA YeJIOBEKa), HEKOHBIOTHUPOBAHHOIO ASCTPHOJa MU MHTMOMHA B Hadale
BTOpOro tpumectpa (15—-16 nen recrarnuu). HemHBa3uBHBIN NMpeHAaTaIbHBIN CKPUHUHT:

cB0OOHBIE BHEKIeTOuHbIe PparmenTsl JJHK mnona, u3 kpoBu martepu.

Jleuenue

Pa3zBuTe MOTOpPHBIX HaBBIKOB W OpPraHOB YYBCTB, CTUMYJISILIMU JIBUTATEIBHOMN
aKTUBHOCTH peOeHKa, TOJIHOIICHHOE NHUTaHHWE, MAacCaX, TMMHACTHKA, COIMAIA3aIlus,

oOydeHHe CUMIITOMAaTUYeCKas Tepamnusi.

[Iporuos

CpenHsisi MpoaOKUTENBHOCTh KU3HU - 20 net. [IpuMepHO TpeTh aeTeld ¢ CUHAPOMOM
JlayHa morm0Gar0T Ha TEPBOM TOAY JKU3HU (OCTphle MH(EKIUH M 3JT0KAYECTBCHHBIC

3abojeBaHusa KpoBH). Penko 6oapHBIC H0KHBaIOT 110 50 JIeT.

Cunpgpom Ilartay - xpomocoMHasi aHoManusi, ¢ TpucoMue 13 XpoMOCOMBI, BIIEpPBbIE

onucad B 1960 r. K.Ilatay y aereid c nopokaMu pa3BUTHSL.

DTHOJIOTUSA

Kapuorun: 47,XX,13+ nnmu 47,XVY,13+. Hacrora 1: 10 000 HOBOpOKIECHHBIX.
80-85% - He pacxoxkaeHue XpomMocoM B Merose, 15% - pesynprar Tpancmokamuu 13-i
XpPOMOCOMBI Ha XpOMOCOMY Tpynmibl D Bo Bpems OpMHUpOBaHHUS TaMET WM Ha 3Tare

00pa3oBaHus 3UTOTHI. Pe/lko: MO3anuIM3M, H30XPOMOCOMBI, IPYTHUe TPAHCIOKAIIUU U T.1.
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yTpoeHus 13-0i XpOMOCOMBI

IlaToreunes

['enetnueckass MyTauus B OCHOBHOM BO3HHUKaeT de novo, Kak ciy4ailHoe coObITHE.
HacnenctBennsie ¢opmbl cunapoma llatay cBsizaHbl ¢ HalIu4ueM pOOEPTCOHOBCKOM
(cOalaHCUpPOBAHHOI) TpaHCIIOKAIMKU Yy poauTesiell. BHOBb BO3HMKIIIAA pOOEPTCOHOBCKAS
TPaHCJIOKAllMsI MOXKET HacJeIoBaThCs, HE BbI3bIBas cuUHApoM llaray y pebOenka, HO

YBCIIMUNBAs PUCK POKIACHUA I[GTCfI C I[aHHOI\/'I aHOMaJIueH B MOCJICAYIOINUX ITOKOJICHUAX.

Kiaunuka

XapakrepuzyeTcsi Mukpoledanueil, pacuieauHaMu BepxHel ryObl U HEOA, HU3KO
NOCA)KEHHBIMU  1€(OPMUPOBAHHBIMM ~ VIIIHBIMH  pPaKOBHHAMH,  MHKPOTCHUEH,
TUMOTEJIOPU3MOM, JIUCIIIA3MEH CEeTYaTKH, MOJUAAKTHIMEH, TMONepeyHor JaJOHHON
CKJIAJAKOM M MHOXXECTBEHHBIMH TIOPOKAMU BHYTPEHHUX OPraHOB: BPOXKICHHBIMU
nopokaMu cepana (AedeKkTbl MEpPeropooK M KPYIMHBIX COCYAOB), HE3aBEPIICHHBIM
NOBOPOTOM  KHIIIEYHHMKA, IOJMKHCTO30M TMOYEK M YABOEHUEM MOYETOYHHKA.
Kpunropxusm, rumomnia3usi HapyXHbIX I[OJOBBIX OPraHoB, YIBOECHHE MAaTKH H

BJIarajJimiia. I[JISI I[GTCIZ XapaKTCpHa rny601<a51 NIUOTH.

JIlmarHoctuka
IToctHaTanpHOE KapuOTUIIMPOBAHHUE, FISH-ananu3 u/unu XPOMOCOMHBIN
MHUKPOMAaTPUYHBIN aHAIU3.
[IpenaTtanbHasi ~ AWMArHOCTHKA:  OWMOTCUST ~ BOPCHMH  XOPHUOHA,  aAMHHUOIICHTE3

(KapuOTUNIUPOBAHHUE, MHKPOMATPUYHBIM aHanu3 Xxpomocom); Y3U mioga (1o
aHOMAJIMSIM KOHEYHOCTEM M 3aJiepKKe pocTa 1uiojga). B MaTepuHCKON CHIBOPOTKE:
YpOBEHb TUIa3MEHHOTO OelKa A B KOHIIE TIEPBOrO TpUMecTpa U anbda-peTonpoTenHa,
oerra-XI'U (XOpMOHMYECKOTO TOHAJOTPOTNMHA YEIOBEKa), HEKOHBIOTUPOBAHHOTO
ACTpHOJIa U MHTMOMHA B Havalle BTOpOro Tpumectpa. HenMHBa3WBHBIN MpeHATATbHBIN

CKpUHUHT: cBOOOHBIC BHEKIeTOUHbIe (pparmenTsl JIHK miona, u3 kpoBu matepu.

Jleuenue

OrnepaTuBHOE JIEUEHUE BPOXKIACHHBIX MOPOKOB Pa3BUTHUS, OOIICYKPEIUISIOIIEE JICUEHUE,

npopUIaKTHKA UHPEKIIMOHHBIX U MIPOCTYIHBIX 3a00I€BaHUM.




IIpornos

95% nereit yMuparoT Ha 1-M rony *KuU3HH

Cunapoma JaBapjaca - XpOMOCOMHAas aHOMaJus, C TPUCOMUEH 18 XpoMocoMBl,

ornucad B 1960 r.

DTHOJIOTUA

Kapuotun: 47, XX,18+ wm 47,XVY,18+. Yacrora 1:6000-8000 ciyuaeB. 90%

NOJIHAsI TPUCOMMUS |8 XpOMOCOMBI, ITPU MEPBOM JIEJIEHUH MEN03a Y MaTEPH.

IlaToreues

KpI/ITI/I‘IeCKI/Iﬁ PETHUOH, OTBETCTBEHHBIN 3a (I)OpMI/IpOBaHI/Ie KIIMHUYCCKUX MMPU3HAKOB

- cermeHT 18qll.

Kinuanka

l'unotpodus, nonuxouedanus, TUOEPTEIOPU3M, HHUZKO TOCAKEHHBIC YIIU
aHOMAaJILHON (POPMBI, MUKPOTHATHSI, MUKPODTATEMHUS, MUKPOCTOMHS M CKOIIICHHBIN
noa00poIOK.  AHOMAJIMU  Pa3BUTUS  KOHEYHOCTEH, THIOIUIa3us  HOTITEH,
HEJI0Opa3BUTHE OOJIBIIUX MAJIBIIEB PYK U JIYYEBBIX KOCTEH, CTOIBI C BBICTYIAIOIIEH
IIATKOW U MIPOBUCAHUEM CBOJIA, YKOPOUYEHHE MEPBOM IUTFOCHEBOM KOCTH. MBIIICYHBIN
TOHYC BBICOKHUM. JleTH Jie’kaT B KpOBAaTKEe, OTBEAS TOJIOBY Hazald, C COTHYThIMHU
KOHEYHOCTsIMH. KOMOWHHUpOBaHHBIE TIOPOKH CEPACYHO-COCYIUCTOH CHCTEMBI,
HE3aBEPILICHHBIA TOBOPOT KHUIIEYHUKA, MOPOKU PA3BUTHUA IMOYEK, KPUITOPXU3M.

3aiepKKa ICUXOMOTOPHOTO, YMCTBEHHOTO Pa3BUTHS,

Jnarnoctrka

[loctHatanbHoe  kapuotunupoBanue, FISH-ananuz  w/unm  XpoMOCOMHBIN
MUKPOMATPUYHBIN aHAJU3.

[IpenatanbHass  AMArHOCTUKA: OWONCHUS  BOPCMH  XOpPHOHA, aMHHOILICHTE3
(KapuOoTUIIMPOBAHUE, MUKPOMATPUUHBIN aHanu3 xpomocoM); ¥Y3U mnoga (3ameprka
pocTa miuojaa). B MaTepuHCKOW CHIBOPOTKE: YPOBEHB IJIA3MEHHOTO OenKa A B KOHIIE
nepBoro Tpumectpa u anbda-peronporenna, Oerra-XI'U (XOpPHOHHYECKOTO
TOHAJI0TPONMHA YEJIOBEKA), HEKOHBIOTUPOBAHHOTO ACTPUOJIA U UHTMOMHA B Havale

Broporo TpuMectpa (15-16 nHen rectanum). HewHBa3MBHBIM MNpeHATATbHBIN




CKpUHUHT: cBOOOAHBIE BHEKIeTOUHbIe (pparmenTsl JJHK miona, u3 xposu matepu.

Jleuenne

[lonnepkuBaroias Tepanus, NpeaynpexxaeHue NHPEKIHMOHHBIX OCIO0KHEHU 1.

IIpornos

95% nereit ymuparoT Ha 1-M rogy >KU3HH.
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Cunapoma IlepemesBckoro-Tepuepa - MoHocoMusi X-XpOMOCOMBI. BrepBbie 3TOT

cUHIpoM ObLT onucaH pycckuM ydeHsiM H.A. IllepemeBckum B 1925 1.

DTHOJIOTUA

Kapuorun 45,X0. Yactora 1:3000-5000 HoBopoxaeHHbix. [lonnas moHocomust X-
xpomocoMsbl (60%), 80-85% - marepuHckoe npoucxoxaenue, 15-20% - oTmosckoe;
20% - nenerust KOPOTKOTO WIIM JJIMHHOTO ieda X-xpomocoMbl (46, XXp-; 46,XXq-

), Mo3autu3M. 90% - abopTUpyeTcsi CaMOIIPOU3BOJILHO.

[laTorenes

BmecTo 2X MONOBBIX XPOMOCOM HMMEETCS OJHA X-XpOMOCOMa, YTO HPUBOAUT K
HapylIeHUI0 TOJIOBOM MU (PepeHIUpoBKM U COMATHYECKUM  aHOMAJHSIM.
BpokieHHOE OTCYTCTBME TIOJIOBBIX >K€Je3 B IyOepTaTHBI Mepuoj BBI3BIBACT
runoreHuTain3M. ComyTCTBYIOIIME CHUMIOTOMBI (3aJ€pKKa POCTa, BPOKICHHBIE
HOPOKHU CepAla, MOPOKH Pa3BUTUS MOYEK M T.lI.) 3aBUCAT OT F'€HHOW NATOJIOTUU
ayTOCOM. ["onanbl OTCYTCTBYIOT, BMECTO HUX UMEIOTCS JUIb

COCIMHHNTCIIbHOTKAHHBIC TAXH. Martka TUII0IINIa3upOBaHa.

Knunuka

Huskuii poct, mnrepuruym, KOpOTKas Imesi, OO4kooOpasHas TpyaHas KIIETKa,
BAJIBI'YCHAs I€BUALUS KOJECHHBIX U JIOKTEBBIX CYCTABOB, CHM)KEHHE 3PEHUS U CIIyXa,
TUIIONOHAAN3M, 3aJE€PKKA IOJIOBOTO Pa3BUTHS, OTCYTCTBHUE BTOPHUYHBIX ITOJOBBIX
MPU3HAKOB, TEpPBUYHAS aMEHOpes, OecIuiofune, BPOXKICHHBIC IMOPOKH Cepana u
nmo4Yek, HHpaHTIIIN3M, HU3KUH ronoc. [Ipu poxxnennn: mumdaTndeckuii OTeK KUCTEH

PYK, OPEATUIEYUH, CTOI U TOJIEHEH.

Jlnarnoctrka

Knunuka (mumdaTrueckuil 0TeK, TMIIOTOHAIN3M, ITEPUTHYM U JIp.).




[uTorenernyeckoe TecTupoBaHue nyreM kapuotunuposanus, FISH-ananuza n/unu
XpPOMOCOMHOI'0O MUKPOMAaTPUYHOI'O aHaJIU3a.
Tect Ha conmyTcTBY!IOLIME 3a00IEBAHMUS.

Jns BeisiBneHus nopokos - Y3U, KT, MPT.

Jleuenue

o 12-14 net - TOpMOH poOCTa, KOPPUTUPYIOLINUN 33IEPKKY POCTa.

C 13-14 ner - mnpemapaTbl J>KEHCKUX TIOJIOBBIX TOPMOHOB (3CTPOTEH), st
dbopMupoBaHUs BTOPUYHBIX MOJOBBIX MPU3HAKOB U MEHCTpyajabHOTO muKia. Jlanee
IPOTUBO3aYaTOYHbIC TaOJETKH C MPOTreCTHHOM, YTOOBI COXPAaHUThb BTOPUYHBIE
nosioBele nipu3Haku. IIcuxorepanus. OnepaTUBHOE JICUEHUE BPOXKICHHBIX MTOPOKOB

pa3BUTHUA, KOPPEKIOHUA KOCMCTUYCCKUX HapyHIeHHﬁ.

[Ipornos

FOpMOHaJILHa}I TCparnunu )41 9KCTPAKOPIIOPAIBbHOC OILIOAOTBOPCHUC JaroT

BO3MOKHOCTB POKIACHUA 310POBOI'O p€6€HKa KCHIIIMHaM, C MOHOCOMHUEN X.
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Cunapom Knaiindenbtepa - B KapUOTUIIE HE MEHEE JBYX XpoMocoM X U HE MEHEe

oJIHOU xpoMocoMbl Y. BriepBeie Ob11 ontcan B 1942 r.

OTHOJIOTUSA

Kapuotun 47.XXY; 48.XXYY: 48.XXXY u 49.XXXXY. Yacrora 1:1000
HOBOPOKJIEHHBIX MalbuyuKoB. B 60% ciay4yaeB NOMOJHUTENIbHBIE X-XpPOMOCOMBI —
MatepuHckue, B 40% - mo3anunabsie popmbl. Y ManbpuukoB - Tenbia bappa B 15-25%

AMIUTEINATIBHBIX KIETOK CIIM3UCTOM ICK.

[laTorenes

Hamuune ponosmuuTensHOM X-XpOMOCOMBI -> JlereHepaTHUBHBIE W3MEHEHUS B
AMYKaX, HapyLIeHWE UX pa3BUTHS M (PYHKUMOHHMpOBaHUS -> HemoctaTtouHas
BbIpa0OTKa TecTocTepoHa -> [loBbINIEHNE TOHAAOTPONIMHA W THUIIEPICTPOTCHHS ->
Cnaboe pa3BUTHE BTOPUYHBIX TOJIOBBIX MPU3HAKOB -> IloJOBBIE KIETKH HE
BBDKHBAIOT B SIMYKAX, YTO MNPUBOJUT K YMEHBIICHUIO KOJIMYECTBA CIIEPMBbI H

aHJPOTEHHBIX TOPMOHOB, OECILIIOINE

Kinunuka




®enotun ¢Gopmupyercs kK 12-15 rogam: TUNOroHaau3M, THIOTE€HUTAIH3M,
JNEreHepanuss TEePMHUHATUBHOTO DJIHUTENUSA, THAINHO3 CEMEHHBIX KaHATHKOB,
a300CIepMUS UM OJUTOCIEpMUs], OECIIOAUE, TETOCIOKEHUE IO KEHCKOMY THILY,
TMHEKOMAcCTHs, cJIaboe OBOJIOCEHHE JIMIA, NOJAMBIIICYHBIX BIAQJWH M JOOKA.
Bpicokuid poCT, BBICOKHM T0JIOC, AUCHPONOPUHUOHAIBHO UJIMHHBIE KOHEYHOCTH,
CKOJIM03, nedopmarius rpyaHoi kineTku. Katapakra, CHUKEHUE CIIyXa, BPOXKICHHBIE
IIOPOKH CEPALA, BAPUKO3HOE pACIIUPEHUE BEH. HTEIIEKT CHUKEH, YTOMIISIEMOCTb,

BHYIIACMOCTb, CHUJKCHUC NHUITUATUBHOCTH, HE3PCIIOCTh CY)KHCHHﬁ.

Jlmarnoctuka

IlocTHATaNBHO - HA OCHOBAHUU JaHHBIX KJIMHAYECKOU KapTHUHBI.
HI/ITOI‘CHGTI/IHGCKOC TCCTUPOBAHUC ITYTECM KAPHUOTUIIMPOBAHUA, FISH-ananuza n/unmn

XPOMOCOMHOI'O MUKPOMATPUIHOT'O aHAJIN34A.

Jleuenue

C&HHGMGHT&HI/IH TECTOCTCPOHA B IICpUOA IIOJIOBOI'O CO3PCBAHUA, HJISI KOPPCKIHNH
BTOPHUYHBIX ITIOJIOBBIX IIPpU3HAKOB (HC IMPUBOIAT K BOCCTaHOBJICHHIO
CHGpMaTOFGHG3a), MBIILICYHOMN MacCcChI, CKCJICTA U IICUXOCOHUAJIBHOI'O CTaTycCa.

JloroTtepanus 1 HEMPOKOPPEKUHS KOTHUTUBHBIX HAPYIICHUM.

[Iporuos

JInst sku3HH OJ1aronpHUsITHBIN

CuHIpOM moJaucoMuu X-XpoOMOCOMBI - (CHHIPOM TPHUILIO-X).

Kapuotun 47, XXX (tpucomus X) 48 XXXX (rerpacomusa X), 49,XXXXX
(nentacomusiX). Yacrota 1,5:1000-2:1000 HOBOPOKIEHHBIX IEBOYEK.

Kenmunaer ¢ kapuoturnoM XXX UMEIOT HOPMAJbHOE (PU3NYECKOE U TICHXUYECKOE
pasBuTHE (B€ X-XpPOMOCOMBI T€TEPOXPOMATHHUZUPOBAHEI, & PYHKITMOHUPYET OJIHA,
KaK y 310poBOH >keHIINHbI). C BO3pACTOM YBEIWYUBAECTCS PUCK BO3HUKHOBEHUS
MICUXWYECKUX 3a0osieBaHUl. VHTeNIeKTyanbHOE pPAa3BUTHUE Ha HIDKHEH TpaHUIE
HOPMBI. AMEHOpEsI, TUCMEHOPEs], paHHssl MeHomay3a. Mukponedanus, Kocoriasue,
CKOJIMO3, BEICOKHI POCT, Oeciuioaue. Y BennueHue yncia X-XpoMOCOM B KapUOTHIIE:

yCyryOJieHue MOpa)K€HHUs HEPBHOU CUCTEMBbI, OPMHUPOBAHKME MOPOKOB Pa3BUTHUS U
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HapyuieHue (QYHKIUU TOJOBBIX OpPraHoB, OJUrO(QPEHUs, YEpPEenHO-JINLIEBbIE
IU3MOp(pUHU, aHOMAJIMU 3yOOB, MOJOBBIX OPIaHOB, CY0POTH.

Tepanus npu cuHAPOME NOJIUCOMUU IO X-XPOMOCOME CUMIITOMATHYECKasl.
ITporuo3. CnocoOHOCTh K AETOPOXKAECHUIO MOXKET COXPAHSTHCS, HO BCIEICTBUE
(opMHUpOBaHUS AHEYIUIOMJIHBIX T'aMET BO3HUKAET IMOBBIIIEHHBIA PUCK POXKICHUS

J€TeN C HAPYIIEHUSAMU YUCia XpoMOcoM X.

CI/IH)IpOM CKOINAYBEro KPpUKa» - ACJIICHUA KOPOTKOIr'oO Ijicya OI[HOfI u3 5-u Imapbl

xpomocoM (5p-), onucan B 1963 r. JIx. JIexxeHowm.

Kapuotun 46,XX,5p- unu 46,XY,5p-.

Yacrora 1:45 000. CooTHomIeHNE MY>K4HMH U keHIuH - 1:1,3.

deHOTHUN: J1ay, HAMOMHUHAIOIMNK TPeOOBATEIBHBIN KONIAYUN KPUK WA MSYKaHBE,
U3-32 CY)KCHHSI TOPTaHM, MSTKOCTH XPSIIeH, MEHBIIUX pPa3MepOB HAJATOpPTaHHUKA,
CKJIATYaTOCTH CJIM3UCTOM 00osiouku. JlyHOOOpasHoe JHWI0, THUIEPTEIOPHU3M,
MUKpolnedanusi, MUKPOTEHHsI, IMUKAHT, BBICOKOE HEDOO, TJIOCKas CIHMHKAa HOCa,
AHTUMOHTOJIOUJIHBIM pa3zpe3 11a3. MbpblleuHblid TOHYC cHUKEeH. C  Bo3pacToM
pebeHka crnenuduUecKuii KpUK U MBIIICYHAsT THUIIOTOHUS HMCUYe3aloT. BpokaeHHbIe
MIOPOKH Cep/illa U HEKOTOPBIX JPYTUX BHYTPEHHUX OPraHoOB. 3aiep>kKKa YMCTBEHHOTO
¥ (U3UYECKOTO Pa3BUTHSA, MHUKporedanus (Majlbple pa3Mephbl deperna), Kocoriasue,
aTpodust 3pUTEIBHBIX HEPBOB, U3MEHECHHE CETYATKH.

[IporHo3: 3aBUCHUT OT TSKECTH MOPOKOB BHYTPEHHHUX OPraHOB, MEIUIMHCKOMN
MOMOIIIA, YMUPAIOT B TMEPBBIE TOJbl JKU3HU OT ITHEBMOHHMH WJIM CEPACYHO-

COCYJIMCTOM HEJIOCTATOYHOCTH. EnuHUIBI TocTUratoT S0-1eTHero Bo3pacTa.

Cunapom Boabda-XupumxopHa (4acTuuHasi MOHOCOMHUS -4p) - AeNelusi CErMeHTa

KOPOTKOTO IIJIe4a XPOMOCOMBEI 4.

Kapuortum 46, XX, 4p16.3- mmu 46, XY, 4p16.3- Yacrora 1:20 000-50 000.

deHoTUIl: BPOXKIAEHHBIE TOPOKH, 3aJepKKa (PU3NYECKOTO M TCUXOMOTOPHOTO
pa3BUTHA, BHYTPpUYTPOOHAs TUNOIIA3Us: Macca Tela Jerei npu poxaeHuu - 2000 r.
Mukpouedanusi, KIIOBOBUIHBIA HOC, THUNEPTEJIOPU3M, DOMHUKAHT, VIIK C

MpeaypUKYJISIPHBIMU CKJIAJIKAMU, PACIIEIMHbl BepXHeW TryObl W HEOaA, aHOMAIUU
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IJIa3HBIX SI0JIOK, aHTUMOHTOJIOMAHBIA pa3pe3 TIiia3, MaJEHbKUM pOT, TMIOCHAus,
KPUIITOPXU3M, CaKpasibHas siMKa, nedopmanusa cron u ap. Y 50% nereld - mopoku
BHYTPEHHHMX OpraHoB (cepaua, nouek, KKT).

[IporHo3: *W3HECHOCOOHOCTh JeTel Pe3KO CHMKEHA. BOJIBIIMHCTBO yMHpaIOT B

Bo3pacte 10 1 roga. Onucan nuuis 1 60bHOM B Bo3pacte 25 JeT.

Cunpapom Ilpanepa-Buiiu (y My>X4uH)

Kapuorun 46,XY,dell5ql1-g1l3pat - oTCyTCTBHE OTIIOBCKOH KOIHMH Yy4yacTKa
xpoMocoMbl 15q11-13, HaxomsTCs TreHbl, B pEryJsluud KOTOPBIX 3aJ€HCTBOBAH
F€HOMHBI WMIIPUHTHHT. DOJIBIIMHCTBO CIIy4aeB CHOPAAUYECKHUE, ISl PEAKUX
OMMCAHHBIX CEMENHBIX CIIy4acB XapaKTEpPHO HEMEHEIEBCKOE HACIIEIOBAHHUE.
@DeHOTHUI: MBIIIEYHAs] TUIOTOHMS, TUIOTOHATU3M, OXHUPEHHE, YMCTBEHHAs
OTCTaJIOCTh, MAJICHbKUE KUCTH U CTOIIbI, MUKpOIledatus, apkoBuaHoe HEOO, Kapuec,
MUKPOJOHTHUS, THUIOIUIA3Us  YIIE€H, CKOJIMO3, CHUHAAKTWINS, HAapyLIEHUE
KOOPJAMHALIMY IBU)KEHUH, CYyZ0pPOTH, CaxapHbIil Tuader.

Tepanusa: nuera ¢ OrpaHUYEHHEM JKHPOB M YIVIEBOJOB, TOHAJAOTPOIMHBI JUIS

BTOPHUYHBLIX ITOJIOBBIX IIPU3HAKOB, TOPMOH pOCTA, JIOT'OIICH, ,IIG(i)GKTOHOF.

CungpoMm AHreabmMana (y KeHIUMH) - «cuHapoMm Ilerpymiku», cHHIpOMOM

((CMGIOHIeﬁCﬂ KYKJIbD» UJIN <MAaPHUOHCTKH».

Kapuotun 46,XX, dell5qll - gl3mal - morepss mMaTepuHCKHX KONMHH T€HOB IPH
JeJCId CErMEHTAa WJIM OJHOOTIIOBCKAs IHUCOMHS, TPAHCIOKAIUS HWIH MyTalluu
OJIHOTO T€HA B ATOM 00J1acTH.

denoTun: TUNOTPOdHS; TO3THO HAYMHAIOT CHJICTh U XOJUThH; 3aJepPKKa Pa3BUTHS
peuu; HapyIIeHHWe BBICKA3bIBAHUS MBICICH TMPH XOPOIIeM UX ITOHUMAaHHH;
TUIIEPAKTUBHOCTh peOEHKa; XAaOTHUYHBIC JBIKCHHS KOHCUHOCTSIMH WU MEJIKUN
TPEMOD; HapYIICHHE KOHIICHTPAIIMA BHUMAHMS; STIUJICTICHS; TeopMaIis YepT JIkIa
(penkue 3yObl, IIUPOKUM POT, MACCUBHBINA MOA00POI0K, BBIIBUHYTHIN BIIEpE); CMEX
0e3 TOBOJA; XapaKTepHas «MapHOHETOYHAsS» IIOXOJKAa Ha TMPSAMBIX HOTax;
VIUTOIIEHHBIN 3aTHIJIOK; KOCOTIa3He; MUKPOIIeasi; TpoOIeMbl CO CHOM.

Tepanusi: TPOTUBOCYNOPOXKHBIE TpenapaThl (OIpU AOUJIENICUM);, MEJATOHUH
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(ynydmaronuit  coH);  npoduiIakTHKa — ractpo’3odareanbHoro  peduirokca;
MOBEJACHYECCKass M KOMMYHHKAaTHBHAas  Tepamus;,  TpyaoTepamus IS

caMOOOCITYXKUBaHUA; JIOTONe ], PU3UOTEPANUS; XUPYPTrUUECKOE BMEIIATEIbCTBO.

Cunapom Jlanrepa-I'maeona - TpuxopuHO(paTaAHTOBBIN CHHIIPOM.

Kapuotun 46,XX, del8g24.1l - 024.13 wm 46,XY, del8g24.1l - 24.13 -
MHKpoJenenus Jokyca q24.1 xpoMocomsl 8.

Yacrora cunapoma 1:25 000 HOBOPOKAEHHBIX.

DEHOTUN:  YEpEeNHO-JTUIEBbIE  aHOMAJIWW  (IJUHHBIA  TPYIIEBUIHBIA  HOC,
TUTNIEpIUTa3us HIDKHEH YeNIOCTH, OOJBIINE OTTOINBIPEHHBIC YIIHBIE PAKOBUHBI);
MHOXECTBEHHBIC XPSIIEBbIC JK30CTO3bI, MPUBOJAIINE K HEPABHOMEPHOMY POCTY
KOHEYHOCTEH W WX aCHMMETPHH, HCKPUBIICHHE TI03BOHOYHHKA, KOHUYECKHUE
aMU(U3bI, KOPOTKOMAJIOCTh, MBIIMICUHAS] TUIIOTOHUS, 3aJ[epKKA TICUXOPEUYECBOTO
Pa3BUTHS, BIIOCIICICTBUM YMCTBEHHAS OTCTAJIOCTh PA3IMUHON CTCTICHHU.

JledyeHrne CUMIITOMAaTUYECKOE. HpOFHO3 JJIS ZKU3HHU 6HaFOHpHHTHLIﬁ.

6. MOHOI'EHHBIE HACJIEACTBEHHbBIE BOJIE3HU C AYTOCOMHO-
JOMMNHAHTHBIM THUIIOM HACJIEJOBAHUMA
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HeiipopudpomaTo3 - 3aboneBaHue, XxapakTepusyromiygecs Hehpodudpomamu,

HEBPUHOMAMH, TeMaHTHOMaMH U JuMdanruomamu. [lpu 1 Tume - mytanuu B TEHE

HelpopubpomMuHa ¢ JoKamu3anueln B KOPOTKOM 1wiede xpomocombl 17q11.2, mpu 2

TUIIE - MyTaluu B redne mepinnHa 22¢12.2. Hacrora 1:3500 HOBOpOKIEHHBIX.

Knunuka: 1. CBeTsio-KOpUYHEBbIE MUTMEHTHBIE TISATHA IBETA «KO(PE C MOJIOKOM,

Ha TYJIOBHILIE, IeH. Y EeTe UX JOJKHO OBITh HE MEHEE 5, a AuaMeTp HE MEHEe 5 MM.

4

B3pOCJBIX - HE MeHee 0, a auaMmeTp - He MeHee 15 mm. 2. Pemarommii npusHak -

Hanmnuue 2-x HehpoduOpom mroboro Tuma u Ooyiee WIM OJHOM TUIEKCH(DOPMHOM

Helipodubdpomel. HeliporOpoMbl BO3HHMKAOT Ha JIFOOOM YYacTKE Tella, 3aXBaThIBas

KOJXHBIC HCPBLBI, II0 XOAY HCPBHLIX CTBOJIOB, 3aXBAaTbIBAasd KPYIIHBIC HCPBbI U HCPBHEIC

cruieteHus (riekcugopmubie Hedpo@uOpomsbl). 3. MHOXKECTBEHHbIE MUTMEHTHbIC

IIsITHA B HOI[MBIIHGHHOﬁ SAMKC, IMaxXOBOM O6HaCTI/I, B CCTCCTBCHHBIX CKIaAKaX KOXKH.
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Bo3nukator B J1eTCTBE, KOJWYECTBEHHO OLIEHUTH TpyaHo. 4. KocTHbie H3MEHEHUs
(xuockonno3, TPUMNOAHATHIE JIONATKU, JUCIUIA3US KpbUla KIMHOBHIHOM KOCTH,
BpPOXX/ICHHOE HMCKPHUBIICHHE, aCUMMETPUSI WIM YTOHYEHUE TPYyOUaThIX KOCTEH, 4acThie
MIEPEJIOMBbI, JIOKHBIE CYCTaBbl, MCEBIOAPTPO3bl). JlUCIUIa3usl TIa3HULIBI COYETAETCS C
IEeKCU()OPMHBIMU ~ HEHpOPUOpOMaMHU, KOTOpPbIE MOTYT PACHPOCTPAHITHCS  Ha
BUCOYHBIE OoOyiacTu. 5. I'mmoma 3putenbHOro Hepma. 6. Y3enku Jluma Ha pamyxHOU
000JI04Ke, HE BIUSIOIINE HA 3pEHUE, TOSIBISIOTCS MOCJE TI0JI0BOro co3peBanus. s ux
oOHapy»XeHHUs TOJB3YIOTCA IeneBoi nammou. 7. Hamuuue Helpodubpomarosa y
POJICTBEHHUKOB | cTeneHu poJicTBa. §. YMCTBEHHAs! OTCTANIOCTh, CYJOPOTH.

Jlnarso3 BBICTABIISIOT HA OCHOBAaHWM aHaMHE3a, KIMHUYECKON KapTHUHBI, TaHHBIX
PEHTIE€HOJIOTHYECKOT0 ¥ Mopdosiorudeckoro (Ouorcus) o0cie10BaHusl.

JuddepennmanbHbiii [UarHo3: Ty0epo3HbIN CKIIEPO3, Apyrue (HaKoMaTo3bl.

JleyeHue: omnepaTMBHOE yJajdeHUE OOJIE3HEHHBIX, H3BSA3BICHHBIX  WIU
MaJUTHU3UPOBAHHBIX OMYXO0JeH, 3aTPYAHSIIOIUX IBHKEHNUE, CIABIUBAIOIINX OPTaHbl.

[Iporuo3: GiaronpusTHBINA, TPYIOCIOCOOHOCTh MPU 04AaroBoil ¢opme HacTyIaer
peAKo, IPU PACHPOCTPAHEHHOM IPOLIECCE - PE3KO CHUYKAETCS.

st popUIaAKTUKN MIPOTPECCUPOBAHUS 0oJe3Hn PEKOMEHTyeTCS
NpeOTBPAIllEHUE TPAaBMAaTH3alMK OMYyXOJEBbIX y370B. boipHbie HeiipodhudpomaTo3zom
HE JI0JDKHBI TTOJIBEPraThCsl MHCOJSIINH, CTPECCAM U TIEPEYTOMIICHUIO.

boae3ns Xammana-Puua (muddy3Hbiii uanonaTU4ecKuid WHTEPCTHIIUATBHBIN
¢bubpo3 nerkux, AudPy3HbI GUOPO3UPYIONIUN  ATBBEOJIUT, HIHOIMATHYCCKUMA
(GuOpO3UpyIONINI aNbBEONUT) - Tporpeccupyromuii 1udPy3Hbiii mHEBMOPUOPO3 ¢
pa3BUTHUEM  JIBIXaTEJIBHOM  HEJOCTATOYHOCTH, THUIEPTEH3UMEN  Majoro  Kpyra
KpOBOOOpAIICHHs] W JIETOYHOTO cepana. MyTranTHbI reH cypdaktantHoro C Oenka
nokaim3oBaH B 10q22.2-q23.1, 8p21, 4q31.1.

Manudecranusi KTHHAKA B PA3TUYHOM BO3PACTE, MY>KUNHBI TIOPAKAIOTCS YaIlle.

MuHuManbHble TUArHOCTUYECKHUE MPU3HAKK: CUMIITOMBI XPOHUYECKOU JIETOYHOMN
HEJIOCTaTOYHOCTH, PEHTIEHOJIOTUYECKUE TPU3HAKU (PrOpO3a JIETKUX.

Knunuka: Hayano ocTpoe, C JUXOPAAKOM, KallleM C MOKPOTOM M OBICTPO
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HapacTaromeil oaplkoil. MHoraa - mocreneHHoe, U NepBbld CUMOTOM - nedopmanus
najableB B BuAe OapaOaHHBIX Mano4yek. AYCKYyJbTaTUBHO: PaCIpPOCTpaHEHHAsl 3BOHKAas
KpeMuTaIusl B HUKHUX OT/AeNaxX Jierkux. Beayiiue nmpu3Haku: HapacTarouias OJIbIIIKa,
MaJIONPOYKTUBHBIN KallleJib, YyBCTBO CTECHEHHS B Tpyau. Jlajiee HapacTaroT sIBICHUS
JIXaTeTbHOW HEOCTAaTOYHOCTH, IIMaHO3, MPU3HAKK TUIEPTEH3UU MAJIOro Kpyra
KpOBOOOpAIIEHHsS] U XPOHUYECKOI'0 JIEFOYHOIO cepAla, KpoBoxapkaHnbe. llosiBnenue
JUXOPAJIKU CBA3aHO C BOSHUKHOBEHUEM OaKTepHAIHLHOW MTHEBMOHHUH.

JluarHocTuka: Ha OCHOBAaHWU KJIMHUYECKOM M PEHTTEHOJOTMYECKON KapTUHBI.
PanHue pEHTreHoJOrMYecKue TMPU3HAKKM - YCUJIEHHWE U jAedopManus JEeroyHOTO
PUCYHKA, B HIKHHUX W CpPEIHHX OTHelIaX JETOYHBIX TOJeH, HMX MPO3PavyHOCTH
MOHMKAETCS 3a CUET TMOSBICHUS MHOXECTBA TSHKUCTBIX TEHEW, UIYIIUX PaJUaIbHO OT
KOpHEH K mepudepun 1Mo Xoay OpOHXOB U COCYNOB. XapaKTEePEH CeTYaThIN, TYCUCTHIN
PUCYHOK, M3-3a pa3pacTaHMsl COCTUHUTENBHOW TKAaHH BOKPYT JOJEK W anuHycoB. [lo
Mepe TMpOrpecCUpOBaHUA - YIUIOTHEHHE TEHEH W YTONIIEHHE MPUCTECHOYHOM,
MEXI0JeBOM M AuadparManbHON IUIEBPHI, BOBJICYEHHE BEPXHUX OTIEIOB JETKHUX,
NOSIBJICHHME HEUYETKUX OYaroBbIX HEOOJbIINX, chauBamommxcs TeHed. CHukeHue
MOJBMKHOCTH AuadparMbl, obnurepanus pedepHo-auadparMaabHbIX cHHYCOB. Jlanee
TOSIBJISIFOTCS. KUCTOBHUIHBIE TIOJIOCTU 70 2-3 CM, C YPOBHEM KHUAKOCTH. Tomorpadus u
Oponxorpadus MO3BOJIAIOT OOHAPYKUTH OPOHXOIKTA3bl B HIDKHEMEIUATBHBIX OTJIeNIax
nerkux. [lpm wuccmenoBaHuu (GyHKIIMKA BHENIHETO JbIXaHUS - PECTPUKTUBHBIA THII
HapyIIeHUsT  BEHTWISAIUH, CHIWKEHHEe AP Yy3MOHHOM  CIIOCOOHOCTH  JIETKHUX,
aprepuanbHasi ~ rumokcemus.  Jmg  yTOuHEeHHMs ~— AMAarHo3a - HUCCIEAYIOT
TPaHCOPOHXUATBHBIN WM TPAHCTOPAKAIbHBIN OMOITAT JIETKOTO, OPOHX0ATBBEOISIPHYIO
JTaBaXHYIO JXKHUIKOCTh. B mepudepudeckoit kpoBu - yckopernoe COD, nprxatenbHbBIN
SPUTPOIUTO3, TUTIEPTaMMATIOOYTHHEMUS, HATMYUE PEBMATOUIHBIX U aHTUHYKJICAPHBIX
¢dakTopoB, moBeIIeHUE YpoBHS Ig A.

Jleuenue: B HayanbHOU (aze - TIIOKOKOPTUKOCTEPOUABI (MPEIHU30JIOH), MPHU
BbIpaXKE€HHOM (prOpO3€e - IUTOCTATUKH (a3aTHONPUH, HUKI0PochHamMu), KympeHUI.

[Iporuo3: HeOIAroNpPUSITHBIN, CPeAHSIA TPOJOJKUTEIIBHOCTD KU3HU 4-6 jneT. [Ipu
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paHHEM JICUEHUH YIIYUIIEHUE KaueCTBa KU3HU, COXPAHEHHE pabOTOCIIOCOOHOCTH.

Hudbdepenumanbublii  AMarHo3: TyOepKyJe3, CapKoWao3, MHEBMOKOHHO3,
MTHEBMOMUKO3, JINM(OTEHHBIN KapIIMHOMATO3, XPOHUYECKHE JIETOYHBIE 3a00JI€BaHU.

Anemusi  Munkosckoro-lllopdapa  (chepouuros  HacJieACTBEHHBIN,
ceMeilHAsi IIAPOBUJAHO-KJIETOYHAS TeMOJUTHYeCKasi aHeMus)). MyTaHTHBIM TeH
aHKMPHHA U CIEKTPHUHA JIOKAIN30BaH Ha xpomocome 8pl1.2. Yacrora 2,2:10000.

MuHuManbHBIE TUATHOCTUYECKUE TIPU3HAKU: KEJITyXa, aHEMUS, CIIJIEHOMETralus,
MUKpPOC(HEPOLUTO3, MOHMKEHHAs] OCMOTHYECKast pe3UCTEHTHOCTh SPUTPOLIUTOB.

Knunauka: B 50% cioywasx 3a0osieBaHME  MPOSBISIETCS B NEPHOJE
HOBOPOKJICHHOCTH, UMHUTHUPYSI TEeMOJIUTHYECKYI0 00JIe3Hb HOBOPOXKJAEHHOTO. J[Maruos
craButrcs B 3-10 jer. Crapiime AeTH >KalyIOTCS Ha TSKECTh B JIGBOM MOJpeOephe,
c1aboCTh, YTOMIIIEMOCTh B MepuUOA KpU30B. Ponutenu 3aMeyaroT MEPUOIUYECKH
BO3HUKAIOUIYIO KEITYXY, 3aJI€PKKY (PU3NUECKOTO Pa3BUTHS, TUTIOTEHUTATN3M.

Kpu3sbl 2-x TUMIOB: réMOJMTHUYECKUI - HapacTaHWE aHEeMUH, OJBIIIKA, TOUIHOTA,
pBoTa, 0OJNM B SKHBOTE, aJMHAMHSA W [IOBBHIIIEHHE TeMmIeparypbl g0 38-40°,
renaToCIUICHOMET NN, HOPMOXpOMHasi aHeMus (petukynouurto3 50-60% wu Bble).
AnnacTuueckuil (apereHepaTOpHBIN) KpU3 - TsOKenas THUIOXPOMUS, aHeMmus 0e3
PETUKYJIOLUTO3a U KEITYXH, Pa3Mepbl CEJIE3E€HKU MEHbIIE, YEM MPU TE€MOIUTHYECKOM
kpu3ze. JKenTyxa He cOonmpoBoXKIaeTCs 00EeCIIBEUMBAHNEM Kajla, TEMHON MOYOM, KOXKHBIM
3yaoM. XapakTepHbl: ‘‘OallleHHBIN” dYeper, TUIEePTEIOPU3M TIJja3, TeTEPOXPOMUS
pamyXKH, MPOTHATHS, BICOKOE HE0O, y3KUe 3yOHBIC TyTH, HAPYIIEHUS Pa3BUTHS 3yOOB,
3amajiecHue  TEpPeHOCHIIbI, KPHUBOIIES, TMOJWJAKTUINS, CHHAAKTHINS, JePEeKT
MEXOKENTyI0YKOBOM meperopoAaku. Ha penTreHorpamMme uyepena - paclIUpEHHUE
JTUTIIOUTUYECKOTO MPOCTPAHCTBA C PUCYHKOM THUIA “IIETKH .

JlnarHo3: aHamHe3, KJIMHHWKA, MapakiIWHUKA: aHEeMHUs, CPEpOINTO3, CHIDKEHUE
CPEIHETO IUaMeTpa U OCMOTUYECKON PE3UCTEHTHOCTH 3PUTPOLIUTOB, HOPMOOJIACTHI.

JleyueHne: paaMKadbHBII METOJ - CIUIEHIKTOMHSA, BO3MOXHA C S-JIETHETO
Bo3pacrta. [Ipu kpu3zax - TpaHcy3usi SPUTPOLUTAPHON MACChI, UHPY3UOHHAS TEPATIUSL.

[Tporuo3: st >ku3HU OJArONPUSITHBIH.



45

HuddepeHunanbHplii  AUMArHo3: ayTOMMMYHHAas TE€MOJUTHYECKas aHeMus,
HacJeJCTBEHHass HecpepouuTapHas aHeMus C JACQUIUTOM  SPUTPOLUTAPHBIX
depmenToB: I'-6-OJII', rayTaTHOH-pEAYyKTa3bl, MNUPYBAaTKUHA3bl, TajaccemMus, MpU
KOTOpBbIX HE OOHapyxuBaerca cpepouuTo3, He cMmemaercs kpusas [lIpaiic-/[>xoHca u
MOBBIIIAETCS OCMOTHUYECKAS CTOMKOCTb SPUTPOLIMTOB (TalacCeMUs).

Cungpom Mapdana - HaclecTBEHHOE 3a00JieBaHUE COCIUHUTEIbHON TKaHU.
MyTtantHbiii TeH QuOpuiumHa 1 xapTHpoBaH B xpomocome 15015-021.3, aTunuunbie
dopmbl cuHapoMa MapdaHna BbI3BaHBI MyTallMsIMH TeHa Oelika, TpaHC(HOPMUPYIOLIETOo
dakrop pocta 3 (14024). Yacrora 1:10000.

Kimnuka: 1. Beicokuii poct, AUCIPONOPLHS B JJIMHE TYJOBUILA U KOHEYHOCTEH,
apaxHOJAKTHIIHS, IIJIOCKOCTONHUE, TOJIUXOCTEHOMEINS, KOHEYHOCTH JUIMHHBIE U TOHKUE,
TUTIEPIIOIBUKHOCTh CYCTAaBOB WJIM KOHTpakTypa cyctaBoB. Ckonmos (60%), rpymHoi
J0pA03, TUMEPKU(PO3, BOPOHKOOOpa3Hash MM KUJIEBUIHAS TpyJHAs KIETKa, IIUPOKUE
OPOMEXYTKH Mexay péOpamu. Jonmuxouedanus, y3K0€ «ITHUbE» JHII0, BBICOKOE
apkoBHJHOE He0O. YIIM TOHKHE U MajodjacTHuHble. ['UnmoToHuss u runorpodus
MbIlIeYHOM TKaHu. HemopasBuTue BepTIyKHOM BHaguHbL. 2. ['7aza: IBYCTOPOHHUM
noJBBIBUX XxpycTanuka (75%), upumoneHes (ApoxkaHUe XpycTanuka), chepodarus
(mapoBusHas GopMa xpycTtanuka), MUKpodakus (YMEHBIICHUE pa3MEPOB XPYCTAIUKA),
MUOMHS, OTCIOMKAa CETYaTKU, TeTePOXPOMHS PaayKKW, METajJOKOpHEa U TOoJIyObIe
ckaepbl. 3. CepaedyHO-COCyIUCTasi CHUCTEMA: BEreTO-COCYIHUCTBIE PACCTPOMCTBA,
CUCTOJIMYECKUNA M JUACTOJIMYECKUN IIyM, aHEeBpHU3Ma JIETOYHOrO CTBOJA, aopTajibHas
peryprutanus,  pacciliO€HHE  aopThl,  3aCTONMHBIE  CEpJEYHbIE  HApPYIICHUS,
KablU(DUKAIMS MHUTPATBHOTO OTBEPCTHUS, aApUTMHUA. [ eMopparudyeckuii CHHIPOM.
MutpasibHasg peryprutauusi B pe3yibTare IMpojarnca MUTpainpHOoro knamasna. 4. Koxa:
MaxoBble TPhDKH, aTpoduueckue ctpuu. 5. Jlerkue: CMOHTAHHBIA THEBMOTOpakc. 6.
ITHC: aKxTa3us TBep10i MO3roBOM 000JIOUKH, MOSICHUYHO-KPECTIIOBOE MEHHUHTOIICIIE.

JlnarHocTuka: napakjivHUKa (TUIEPIKCKPELHS C MOYOM TJIMKO3aMUHOTIIMKAHOB U
OKCUIIpoJKHA).  PeHTreHorpammel  (Ckoimo3, ocrteonopo3  meraduzo). OKI

(6eccuMIiTOMHasl AUJIATALMS A0PTHI, JEreHEpalluy KJIalaHoB).
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JledeHue: xupypruyeckoe (PEKOHCTPYKTHUBHAS CEPAEUHO-COCYAUCTAsI ONEPALIHS),
MPOIpPaHOIoN (aHAIPWIMH) JJs NOPEAyNpeKICHUS PAHHETO PacCIOCHUS aOpTHI.
DCTPOTEHBI € MPOTECTEPOHOM Y AEBYIIEK IS IIOJIOBOTO CO3PEBAHUSI.

[Iporuo3 muist >kU3HU NpU aJIEKBATHOW KOPPEKUUHU OJIaronpusTHHIN.

Cunapom Juepca - Janno («rumepijiacTH4HOCTb KOMKH», HECOBEPIICHHbIN
necmorene3s PycakoBa, cunapom UYepnoryooBa - OJuaepca - Jlanioca) —
HACJIEICTBEHHOE CHCTEMHOE 3a00JIeBaHHE COEIMHUTEIbHOM TKaHMU, C TEHETUYECKOMN
MyTallMeH, BIUSIOUIEH Ha CHHTE3 KoJjulareHa. B 3aBucuMocTH OT THna 3a0oseBaHUs
CHUHJIPOM MOXET TPOSBISATHCS TMOBBIIIEHHOW PAHUMOCTBIO U PACTSKUMOCTBIO KOXKH,
Ype3MEpHONH  TOABMIKHOCTBIO  CYCTaBOB,  CKJIOHHOCTBIO K  KPOBOTCUCHUSIM,
nedopManusiMy TPYIHON KJIETKH U TTO3BOHOYHUKA M TITO30M BHYTPEHHUX OPTaHOB.

. Knaccuuecknifi TMN - TOBBIIICHHAs TMOJBWKHOCTE H jedhopmarius
CyCTaBOB, BSIJIOCTh KOXH, ckonno3. Mytanuu B rene COLSA1, COL5SA2 unu COL1TAI
BIUSIOT Ha CHHTE3 (PUOPWILIApHBIX KojutareHoB | m V Tuma, wactora 2-5 wa 100 000
HACEJICHUS.

. I'mnepnogBMKHBIA THI - TUNEPIOJIBHXHOCTh CYCTaBOB, XPOHHYECKHE
MBIIIEYHO-CKEJIETHBIMU OOJIM M HE3HAUUTENbHBIC MOpPAKEHUS KOXH. MyTanuud reHa
COL3AI umu rera TNXB, gactora 1:10 000 - 15 000.

. CocyaucTblii THN - MOBBILIEHHAs XPYINKOCTb COCYJOB U CIIOHTaHHBIE
pa3pbIBbl apTepuil, BHYTPEHHHUE KPOBOTEUEHHUS, MPEACTABISAECT Yrpo3y s >KU3HU
nauuenta. Myranusa B rene COL3Al BbI3bIBaeT HapylleHUE CHUHTE3a MPOKOJIAreHa
(xomnaren tumna III), wactoa 1 : 100 000.

. Kudockoauo3Hblii THI - PEIKO BCTPEUANOLIMKCS THUII, XapaKTEPHBI
nedopmanyii TTO3BOHOYHWKA (KM(}O3 M CKOJIMO3), MHUOMHS, Pa3pbIBbl POTOBUIIBI U
JIpYyrue U3MEHEHHS B TJIa3HOM S0JI0Ke, MbIIIeuHas TunoTonus. Myranus reaa PLODI -
nedunuT TU3UHTHAPOoIa3sl. Omrcano Bcero okoio 60 cirydaes.

. ApTpoxasna3us - NOBBIILIEHHAS! MOOUIBHOCTh CYCTaBOB, TUIIEPPACTSHKUM ST
Koka u MmaneHbkuil poct. Myrtaumu reHoB COL1Al wmm COLIA2, 3arparuBaroT

KoJutareH | Tuna (HapyuieHus paciueryieHus mpokouiareHa). Boisiineno 30 ciiyuaes.
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. Jdepmarocnapakcuc - pEIKdA THUI, KOTOPBIM OTIAYAETCS MSITKOCTBIO,
BSJIOCTBIO M 0OBHCaHHEM KOxH. MyTtanus rena ADAMTS?2, BeisiBineno 10 ciydaes.

Knunuka. Knaccuueckuil Tvn - riajkas, 3JacTAYHAS W JIETKO paHUMAas KOXKa,
TUIIEPIIOJIBUKHBIE CYCTaBbl C BBIBUXAMHU, MOABBIBUXaMHU U PACTSKEHUEM CBSI30K
(KoJIcHHAs YallleyKa, IJICYeBOH, BUCOYHO-YCIIOCTHOM, MACTHO-(ATaHTOBBIA CYCTaBhl);
MOHWKEHHBIA MBIIIEYHBIA TOHYC, MOJKET MPEMsITCTBOBATh PA3BUTHI0O MOTOPHBIX
HABBIKOB; TPbIKM WJIM CMEIICHUE BHYTPEHHUX OPraHOB, a B PE3yJbTaTe€ PaHUMOCTHU
KOXH TIOCJIE TPABM OCTAIOTCSI OOIITUPHBIC IIPAMBI.

['unepnoABMXHBIN TUI - CBOOOHOCTh U HECTAOMIILHOCTh CYCTABOB, PACTSIKEHUS,
BBIBUXH, TIOJIBBIBUXH, TIEpepa3ruoanue cycTaBoB (MU3MHEIl MOXKHO COTHYTH 0oJiee ueM
Ha 90 rpamycoB, JIOKTEBOM cycTaB mnepepasrubdaercs Ha 10 u Gosnee rpagycoB U T.1.),
IJIOCKOCTOTIME, BBICOKOE M Y3KOe He0Oo, CKydeHHbIe 3yObl, OapXaTHO-TJIaJiIKas KOXa,
CKJIOHHAasi K MOBPEXICHHUSAM, KPOBOMOJATEKH, PaHHUN OCTEOMOpPO3, IOCTypajbHas
OpTOCTaTUYECKask TaXUKAPIUsl, IPOJANC MUTPAJILHOTO KiIanaHa.

CocyaucThIil TUIl - TUIEPHNOABUKHOCTh, XPYIKOCTh CTEHOK COCYJIOB KOXH M
000JIOYEK OpraHoB, WX YACThle pa3pbhiBbl WM BBIIIYMBAHHE CTEHOK apTepuid
(aHEeBpU3MBI), TOHKOCTh, OJETHOCTH M IMPO3PAYHOCTh KOXKU (BHUJIHA CETKa COCYIOB),
HAJIMYWE TPEIIUH, Pa3phIBOB M OOIIMPHBIX KPOBOMOATEKOB. XapaKTepPHbIC YE€PTHI JTUIIA -
TOHKHUM HOC, OOJIBIIIME TJ1a3a, MaJIEHbKUH MTOA00POIK, TOHKHE TYOBI, MAJICHBKUM POCT.

KudockonnosHpiii TN - TUNIEPMOOUIBHOCTh CYCTABOB, MBIIIICUYHAS] TUIIOTOHMS,
3aJlep’)KKa MOTOPHBIX HAaBBIKOB, CKONHO3 (TsDKenas (opmd, paHHSS WHBAIATHOCTH),
PAaHUMOCTH KOKH U COCYJIOB, OTCIIOMKA CeTYaTKH, aTpO(QUUECKHe MPaMbl U CHHSIKH.

[Ipu aprpoxana3uu - BPOKIEHHBIN BBIBUX Oeapa, TsoKeaash THIePMOOMIBHOCTD
CyCTaBOB M TIOBTOPHBIC BBIBUXH, THIEPIJTACTUYHAS KOXKAa, CHHAKA W aTpoduueckue
[IpaMbl, MBIIIIEYHAS THTIOTOHUS, KU(POCKOINO03, OCTEOIICHHUS.

Jns pepmarocnapakcuca XapakTepHbl - 4Ype3BblYaliHas XPYIKOCTh KOXKH, B
pe3yiabTaTe 4Yero MOSIBISIOTCS  JOJIT0  HE3aXUBAIOIIUE CHUHSKH, O00pa3yroline
atpouueckue mIpamMbl paHbl M CCaAWHBI, MSTKas M MOJATIMBas KoOXa, KOTopas

oOpa3yeT CKIIaJIku u3-3a ee u30bITKa (Oyarogapsi Ype3sMEepHOMY KOJUYECTBY KOXHU Ha
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nuie 00JIbHOM HaOMUHAET OOJIBHBIX C «BSJION KOxel» (cutis laxa)), rpbiKu.

HuarHoctuka. AHamHe3  3a0oneBaHUSl M TEHEAJIOTMYECKHE  JIaHHBIE.
OO6cnenoBanne OMOPHO-ABUraTEIbHOM CHUCTEMBI, KOXXKH (IIPU3HAK CHHApOMa Jiepca -
JlaHnoca - MOBBILICHHAS PACTKUMOCTD KOKH, KOTOPYIO MOKHO OTTSHYTh Ha 1,5-2 cM B
TE€X MECTax, e y 3/I0pOBOr0 4YeJIOBEKa ATO ClieJaTh HEBO3MOXXHO) U MOJBUKHOCTH
CyCTaBOB. ['HMCTONIOrMYECKOE, TUCTOXMMHYECKOE M 3JIEKTPOHHO-MHUKPOCKOIMUYECKOE
UCCIIeIOBaHrEe OMONTATOB KOKU. MOJIEKYIIPHO-TEHETUYECKUE UCCIIEI0BAHMUS.

Jleyenne cumnroMarudeckoe. s cepIedyHO-COCYIUCTOM UM HEPBHOU CHUCTEM,
HOpMaJM3allud MPOILIECCOB B OMOPHO-IBUraTEIbHOM ammapaTte U KOXKe - BUTAMUHBI
(Butamunsl A, E, B, C u np.), merabonuueckue cpeicTBa (KapHUTHH-XIJIOPUI),
MUHEpAJIbHbIE KOMIUIEKCHI, HeWpoMmeTaboaudyeckue CTUMyNsTopel. OcTeokea WU
OCTEOT€HOH [JIi MHUHEpPaTu3alui KOCTeH, 3yO0OB, IIIOKO3aMHH — IS pereHepaluu
XpAILIEBOM TKaHU, TpodUuecKHe MpenapaThl, CIHOCOOCTBYIOIIME 3a)KUBICHUIO KOXHU
(uHO3uH, AT®, ko3H3uM Q10). MarauroTepanus, JiazepHas aKylMyHKTypa U JIpyrHe
duznoTepaneBTUYECKUE  MPOLENYypbl, Maccak W  JedeOHas  (UBKYIbTYpa;
pednekcoTepanus; 6boraTas 6€JIKOM JIMeTa, 3aJUBHbIE OJF0/1a U KOCTHBIE OYIIbOHBI.

[IporHo3 B OCHOBHOM OJarompusTHBIM, HO Y KJIACCHYECKOTO THUIA M3-3a PUCKA
pa3BUTHUA apTPONATHIl (BTOPUYHBIX MOPAXKEHUW CYCTABOB) U COCYJIHUCTOrO THUIA HU3-3a
pHCKa pa3pbIBOB COCYJIOB M KPOBOTCUCHH) - HEOIArONPUSTHBIH.

AxonaponJazus (auaduzapHas aruiazus, XOHIPOAUCTPO(PHUECKUl HAHU3M,
6one3np [lappo-Mapu) - Hemopa3BuUTHE XPAIMIEBOW TKaHW B 3MHUPU3aX TPyOUATHIX
KOCTEH M OCHOBAaHHH 4epera, XPSIIeBbie 30Hbl KOTOPHIX JINOO TUIMOIUIACTUYHBIE, OO0
aHOMAJbHO THHepIuiazupoBaHHbie. B 85% ciydaeB - HOBbIE MyTaluu, H3-3a
CHW)KCHHOU CIMOCOOHOCTH OONBHBIX MMETh MOTOMCTBO. MyTarusi TeHa pernentopa-3
dakropa pocta pudbpobdracTos, okanuzoBanHoro B 4p16.3. Yactora 1:100000.

MuHuManbHbIe JTUArHOCTUYECKHE NPU3HAKU: JUCTIPONIOPLIMOHATIbHAS
KApJIMKOBOCTH 32 CYET YKOPOUEHUSI KOHEUYHOCTEM.

Knuanka: auskuit poct (pu poxaeHuu - 46-48 cm, cpequuii poct Mmyx4anH - 131

CM, KEHIIUH — 124 cM) mpu COXpaHEHUU HOPMAIbHOW JIMHBI TYJIOBUINA, OKUPEHUE.
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AnomanbHas (Qopma depenma (HaBUcarOUUMKA  J1I00, BBICTYMAIONIUNA  3aTHUIOK),
YBEJIMYEHHBI OYrpHCTBIA MO3rOBOM uepern, Tuapouedanus, TUNoMIa3us CcpeaHen
TPETH JULA C TIyOOKON MEPEeHOCHIIEH ), Kocora3ue. Y KOpoUeHUEe KOHEUHOCTEH, 3a CUET
MPOKCUMANbHBIX OTIEIOB, C MX Aedopmarel u yToileHueM. Y HOBOPOXKIECHHBIX
PYKH JOXOAST 1O MYNMOYHOrO KOJbLA, Y B3POCIBIX — 0 MaxoBoil cBsa3ku. Kucrtu
IIMPOKHE M  KOPOTKHE, CHUMIOTOM Tpe3yOua, OpaxuIaKTWiIWs, H30JaKTHIIHS.
[losicanunblli TOpO, BBIpAKEHHBIA MOSCHUYHBIN JOPJ03, OTpaHUYEHUE pa3ruOaHus B
JIOKTEBBIX U KOJICHHBIX CYCTaBaX, BapyCHOE HCKPHUBJIEHHE HOI, rUnoToHus. YacTbie
CpElIHHUE OTUTHI B IETCTBE, KOHJIYKTUBHASI TYrOyXOCTh. JlpIXaTellbHasi HEJOCTATOYHOCTh
BCJIEICTBHE OOCTPYKIIMM BEPXHUX JbIXATENbHBIX MyTel. 3aiepxKa y AeTeil MOTOPHOTO
pa3BUTHs, NpPU coxXpaHHOM HuHTeiuiekTe. [Ipu mporpeccupyromeit rugpouedanuu -
HEBPOJIOTUYECKUE CHUMIITOMBI, NPHU CYKEHUU TIO3BOHOYHOTO KaHalla - CJaBJeHUE
CIIMHHOT'O MO3Ta C Maparuieruei Hor.

Pentrenorpadus neproja pocTta: HEHTPhl OKOCTEHEHUS TOSIBISIOTCS B OOBIYHbBIE
CPOKH, SMU(U3BI 3aMACTbI U MPEAIUTIOCHBI (OPMHUPYIOTCS W3 HECKOJIBKUX IIEHTPOB
OKOCTEHEHHUSI HeNpaBUIbHON (popMbl. Dnudu3apHble HEHTPhl OKOCTECHEHHS YIUIOMIEHBI,
snmuMeTadu3apHbple  30HBI  JYrooOpa3sHO HMCKPUBICHBI, MeTadu3bl PACIIUPEHBI,
OTMEYAETCS YCKOPEHHOE OKOCTEHEHUE CUHXOHIPO30B KOCTHBIX CETMEHTOB.

Pentrenorpadusi copmupoBaBIIerocs CKeylera: CYXEHHE CIUHHOMO3TOBOTO
KaHana, KyOoBugHas (opma Tel MO3BOHKOB, YKOPOUEHHE M YTOIIIEHHUE TPyOdaThIX
KOCTEH, pacliupeHne MeTapu3oB C aHOMAJIbHBIM  OKOCTEHEHHEM, UIMPOKHE
MEKIO3BOHKOBBIE JIUCKH, YIUJIOLIEHHME OCHOBAHMS Yepera, yYMEHbUICHHE OOJIBIIOro
3aTBUIOYHOr0 OTBEpCTHs. PazBepHyThIE KPBUIbs MOJB3JOIMIHON KOCTH Ta3a, YIUIOLIEHUE
KPBIIIN BEPTIYKHOWU BIAJAUHBI.

Jleuenune: BuTamuHOTepanus, Mmaccax, JIOK, koppurupyronmme mwuebl. s
CTUMYJISIIIAA POCTa KOCTEH - pazapakenue snuduzapasix 30H pocta (YBU-tepammus,
rpsizu). PeOeHOK JOoMkeH crmarh Ha KUBOTE, Ha TBEpAOW MoBepxHOCTU. B meradusbl
OKO0JIO 3nU(U3aAPHBIX 30H POCTa - ayTOTPAHCIUIAHTAHTHI U Ap. Mcronb30BaHUE KOCBIX

uinu Z-o0pa3HbIX OCTEOTOMMI C IMpUMEHEeHHeM anmnapaTta MnuzapoBa st yAJIMHEHUS
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KOHEYHOCTEW, B TOCTONEPALIMOHHOM Tepuoie - maccax, JIOK.
Huddepenunanbablii [UarHo3: Apyrue GopMbl KapJIuKOBOCTH, aXOHIPOI €HE3.
HecoBepuieHHbIH ocTeoreHes (00se3np  JloOwmrTeitHa-Bpoanka) -
HACJIEJICTBEHHOE 3a00JeBaHKe, MPOSBISAIONICECS MOBBIIICHHON JIOMKOCThIO KOCTEH,
00yCJIOBJIEHHOE HapylleHHueM (PYHKIUNA OCTe00JacTOB, YTO MPUBOJUT K HAPYIICHUIO
SHJIOCTAIILHOTO U TEPUOCTATBLHOTO OKOCTeHEHHUs. MyTaHTHBIM reH koyulareHa | tuma
Al nmokamms3oBan B 17q21.31-922.05 u kosmarena | tuma A2 noxanusoBan B 7q22.1.
Tun wacnemoBanusi - aytTocoMHo- nomuHaHTHbid (I, I, IV Tumel) m ayrocomuo-
peueccuBHblil (111 Tum). Yacrora 7,2:10000, nHaubonee pacnpoctpaner |1V tum.
MuHuManbHBIE TUATHOCTHYECKUE TTPU3HAKY: TIOBBIIICHHAS IOMKOCTh KOCTEH.
Knuandeckas xapakrepuctuka. TUTIMUHBIA TPU3HAK - CKIIOHHOCTH K IepesioMaM
JUTMHHBIX TPYOUYaThIX KOCTEH, pedep M KIIOUUIl IPU MUHUMAIbHOU TpaBme. [lepenomMbl
KocTel uyepema, Taza W (ajgaHr BCTpEYalOTCs KpalHe peako. MHOXKECTBEHHBIC
NEPEIOMbl  KOCTEH MPUBOAAT K HMX YKOPOUYEHUIO W HUCKPUBIEHHIO, 0Opa30BaHUIO
JIO)KHBIX CYCTaBOB; KOCTH TOJIEHW MOTYT NpuoOpetaTh cadieBuaHyio Gopmy. [dpyrue
CKEJIETHbIE aHOMAJIMU: HU3KHUM POCT, KU(POCKOINO03, BOPOHKOOOpa3Hask UM KIJICBUIHAS
rpydHass  KJeTKa. PEHTTeHOJOTHMYECKHM  BBISBISAIOT ~ OCTEONOpPO3, HUCTOHYEHUE
KOPTUKAIHHOTO CJIOSI, TOHKME nuadu3bl C pACHIUPEHHBIMH MeTadu3amu, KOCTHBIC
NepesioMbl U MO30JIM. Tena MO3BOHKOB HMEIOT JIBOSKOBOTHYTYIO (GopMy («pBIObH
Mo3BOHKM»). KocTn yepema MCTOHYEHBI, BBl PACIIUPEHBI, C OONBIIUM KOJTUYECTBOM
BOPMHUEBBIX KOCTOUEK. YMCTBEHHOE Pa3BUTHE B MpejaesiaXx HOpMbl. DEHOTUNIUYECKUE
MPOSIBIICHUS CHHIpPOMa BapuaOelnbHbl. BBIIENSIOT YeThipe TUIA HECOBEPIICHHOTO
octeoreHesa. | Tum xapakTepuszyeTcs OTHOCHTEIHHO TOOPOKAaYECTBEHHBIM TEUCHHUEM
0e3 BBIPAKECHHBIX CKENETHBIX nedopmaruii. HabmromaroTcss MHOKECTBEHHBIE TIEPETIOMBI
JUIMHHBIX TPyOYaTBIX KOCTEH, OOBIYHO B JETCKOM WJIM FOHOIIECKOM BO3pacTe, POCT
OONBHBIX MOXET OBITh HOPMAJBHBIN. Y OONBHBIX TONYOBIE CKIEPHI, TOHKAs JIETKO
paHUMasl KOXa, TYrOoyXocThb (CMelaHHas Qopma), MpoJialic MUTPAIBHOTO KJalaHa,
yMEpeHHass THUIEePMOOMIBHOCTh CYCTaBOB. Brimenstor otaensHO | TUm A, KOTOpBIH

XapaKTCpU3yCTCA IIOMHMO OOBIYHBIX IIPU3HAKOB HCCOBCPIICHHBIM JCHTHMHOI'CHC30M.
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3yObl  OOBIYHO  JKEJITO-KOPUYHEBBIC, ONAJECUUpYIONIUe («IHTapHBIE»), JIETKO
paspymiatorcs. XapakTepHbl Trofiyobie ckiepbl. |l Tum - BpoXKACHHBIN, MPOSIBIASETCS
MHO>XECTBEHHBIMU  BHYTPUYTPOOHBIMU  TiepejoMaMu pebep U  KOHEUHOCTEH,
BHYTPUYEPEITHBIMU KPOBOM3JIUSHUSIMU W HAPYIIEHUWEM JbIXaHUS, YTO MPUBOJIUT K
CMEpPTH  HOBOPOXKACHHBIX. Y  OOJBHBIX TOJNyOBbIE CKJIEpBI, TOHKas KOXa,
IJIATUCTIOHWINS, TIUJIOCKUE BEPTIYXKHbIe BHaauHbl. [lpu poxxneHun y Jgerei
HaOmonaercas  «mo3a  jarymkw». |l TMm  xapakTepusyeTcss  TSXKEIbIMHU
MPOTPECCUPYIONTUMH JIePOpMAITUSIMH CKEJIETa, HU3KUM POCTOM TPHU POXKIACHUU U Y
B3POCTBIX, WHBaIWAW3alMel. Y OONBHBIX TPEYrojbHOE JHUI0, MIHUPOKUH JIOO U
BBICTyMAromue BHUCKA. Ha BTOPOM JECATHIETHH JXU3HH OTOCKIEPO3 IPUBOIUT K
CHIKeHUIO ciyxa. CnabocTh CBSI30YHOTO afmaparta MW MbIIIEYHAs TUIOTOHUS
MPOSIBIISIOTCS pa300JTAHHOCTBIO CYCTaBOB M I'pblKaMu. CKJIEphl HOPMAIBHOM OKPACKH.
IV Tun - xon1M4yecTBO MEPETOMOB MUHUMAIILHOE, HAOII0Al0TCS OCTEONOPO3, CKOIHO3,
Tyroyxoctb. CkJeppl HOpPMalbHOM  OKpacku. JuddepeHuuanbHplii  AUMArHO3:
runodocdarazusi; OBEHWIbHBIA UIUOMATHYECKUN OCTEONIOPO3.

Jledenue: maggmui o0pa3 KU3HU, [ueTa, Ooratas OCJIKOM, KaJbIUEM,
dochopom wu MarHuem, Maccax, Qusnorepanusa. JlekapcTBeHHas ~ Tepanus:
KOCTeoOpa3ylolue MpenapaThl, HaNpaBICHHbIE HA BOCCTAHOBJICHHE KOCTHOM TKaHH
(dbTopubl, KATBIIMTOHWH) U AHTUPE30POCHTHI, CIIOCOOHBIC 3aMEJIUTh TTOTEPIO KOCTHOM
Macchl (conu Kanbiws, BuTamuH /[, 6nodocdonarsr) Butamunsl C, B.

Cunapom Aabnopra (HacienCTBeHHBIM Heppur ¢  riayxortoit). Tum
HACJIEJOBaHUSI -  AyTOCOMHO-JIOMHUHAHTHBIM,  X-CHECIUICHHBIM  PEUECCUBHBIN,
MIPEANOI0KUTEIHLHO ayTOCOMHO-perieccuBHbIN. [Ipu X-crierienno gopme - MyTanuu
rena COL4AS, nokanuzoBanHoro B X(22, npu ayTOCOMHO-PELIECCUBHON - MyTalluu B
reHax COL4A3 u COL4A4 B 2036-937.

Knunuka: ocHoBHbIe mpu3Haku - rematypus (100%), nporeunypus (70-80%),
CHUXKEHHUE ciayxa. OyHKIHS MMOYEK Y KEHIIHWH, KaK IPaBUiio, HE HapyIlIeHa. Y MYX4UH
3a00J€BaHNEe MPOTEKAET TSXKEJIee, YacTO PAa3BUBACTCA IMOYEYHAS HEIOCTaTOYHOCTD.

OOGHapyXHBalOTCSl MOPOKUA PAa3BUTHUS IOYEK: YABOCHUE, HE3aBEPILICHHBINM MOBOPOT,
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CY>KEHHE MPUII0OXaHOYHOTO OT/IeNia MoueTouHuka. B 50% ciydaeB (daiie y MaabyuKOB)
OTMEYAETCs IBYCTOPOHHEE HEHPOCEHCOPHOE CHIXKEHHE CllyXa, HAaUMHAaoIIeecs: 0ObIYHO
B MEpBbIC TOAbI )KU3HU. Y 15% OOJBHBIX BBISBISIOTCS aHOMAJIHMM TJia3: MEepeHUN WUIn
3aJIHUN JIEHTUKOHYC, cdepodakus, BpokaeHHass Karapakta. Y pOJACTBEHHHKOB
OOJBHBIX BCTPEYAETCS M30JMPOBAHHASI MATOJIOTHS MoueK WM ciyxa. [Ipenmnonaraercs
cylllecTBOBaHME 6 TUIMOB cUHApoMa Aubnopta: 1) KIACCMYECKUM FOBEHWIBHBIN
ayTOCOMHO-JIOMUHAHTHBI CUHAPOM AJbnopra C TIyxoToi; 2) X-CIEMJIeHHbIN
PELECCUBHBIN CUHIAPOM AJbIopTa C TIYXOTOH; 3) X-CIEIJICHHBIM pPEleCCUBHBIN
CUHIPOM AJBIOPTA B3POCIBIX C IIyXO0TOH; 4) X-CLETICHHBIA PEllECCUBHBIA CUHIPOM
AJpIiopTa B3pOCHBIX 0€3 TIIYXOThl U APYTuX Ne(eKToB; 5) ayTOCOMHO-TOMUHAHTHBIN
CUHIPOM AJIBIIOpPTa C TIAYXOTOW U TPOMOOILMTOIEHHUEH; 6) ayTOCOMHO-PEIICCCUBHBIN
IOBEHWJIbHBIN CUHAPOM AJIBIIOPTA C TITyXOTOM.

Huddepennmanbublii  AMarHo3: HacHEACTBeHHass Hedpomatus 0e3 TIyXOTHI;

noOpokadyecTBeHHasi ceMeliHas remaTtypusi; HeppoHoPTH3.

/. MOHOI'EHHBIE HACJIEACTBEHHBIE BOJIE3HU C AYTOCOMHO-
PELIECCUBHBIM THUITOM HACJIEJJOBAHIA.
MykoBucuna03 (KHCTO3HBII (uOpPo3) - ayTOCOMHO-PELIECCUBHOE MHOIOT€HHOE
HACJIEICTBEHHOE 3a00JIeBaHNe, XapaKTEPU3YIOIIEECs MOPAKEHUEM YK30KPUHHBIX KEIE3

JKU3HCHHO Ba’XHBIX OPraHOB U CHUCTCM.

Knaccuuecknii mMykoBucimao3 c | Knaccuueckuii  MyKOBUCHHIO3 €
Dopmbl ITAHKPEAaTUYECKOU HEHAPYLICHHON byHKIIHEH

HCOOCTAaTOYHOCTBIO HOI[)KGJ'Iy,Z[O‘IHOfI KCJIC3bI

Ortuonorus | 'en CFTR (MBTP - TpancMemMOpaHHBIN pETYISTOP MPOBOJIUMOCTH
MyKoBHCIIUA03a) KaptupoBaH 7q31.2 (Beimeneno 2000 wmyTtanuit),
HapymaeT cekpemuio u Tpancrmopt Cl° . Uacrtora 1:600-1:7000. B P®

1:9000 HOBOPOXKIEHHBIX.

[Tatorene3 | 'en CFTR koHTponupyer cTpyKTypy U (QYHKIUIO OTHOUMEHHOTO OeiKa,

KOTOpPBI OTBEYAET 3a TPAHCHOPT XJIOpa, YBEJIMYHBAETCS peadcopOuus
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HaTtpuss MW BOJAbI, CCKPET TYCTCCT, CKAINIMBACTCA, IIOPAKAIOTCA

AK30KpUHHBIE kene3bl JErkux, KKT, nedenu, momxeny10uHOl Kee3bl,

MOYEII0JI0BOM CHCTEMBI, ITOTOBBIC 1 CIIIOHHBIC JKCJIC3hbI.

Hauaio Ot poxneHus
Knuanka | BpoHXOOOCTpYKTUBHBIH CHHIPOM, JACCTPYKIHS TApPEHXHUMBI JIETKHUX,
JeTOYHAs] THIIEPTEH3Hs, CepJedYHas HEJOCTaTOYHOCTh, XPOHWYECKUU
PUHOCHHYCUT,  KHIIIEUYHAas  HENPOXOJUMOCTh,  T'€HaTOJUEHATbHBIN
CUHAPOM, IMPPO3 TICUYCHH, OK30- M DHJIOKPUHHAS HEIOCTATOYHOCTH
TI0JDKEITYTOYHOM JKeJIe3bl; CaXapHbId TUA0ET, a300CIIePMHUSL.
JHuarnoctu | HeoHaTambHBIH CKPUHUHT 110 KMMYHHOPEAKTUBHOMY TPHIICHHY; TIOTOBAs
Ka npoba (Hatpuit Gonee 70 mmousb/n, xynop - 80 MMoOIb/1); U3MEpeHUE
NaHKpeaTH4eCcKou amacTasbi-1 B kase (Hopma - 6osee 200 E/I/r);
MOJIEKYJISIpHO-TeHeTHYecKoe wuccienoBanue - myrtamuu reHa CFTR; B
KpOBH - aHeMusd, JeiikonuTo3, cHmwkeHue L[I1, aHomanbHble (GOpPMBI
SPUTPOIIUTOB; KOPOrpaMMa — HEUTPAIbHBIN JKUP, KJIETYATKa, MBIIICYHbIC
BOJIOKHA, Kpaxmal; MUKPOOHOJIOTUYECKOE HCCJIeIOBAHMUE;
OmoxuMudeckuii aHaiau3 KpoBu - nosbeiienne AJIAT, ACAT, P, XC,
JUMHUABL, TPUTIUIEPHUIbl OWIMpyOMHA, CHUKEHHE aMuias3bl, JIUIMA3bI,
anekTponuToB; RG nerkux - HUHQWIBTPATUBHBIE U CKIEPOTUYECKUE
VU3MEHEHUS; CIUPOMETPHUS - CHUKEHUE nokaszarenen OB/I.
Hud. Bpoxnennble  aHomanmu  OpOHXHMANBHOTO  JepeBa.  TyOepkyies.
muarHo3 | ImMmyHoaedunutHble coctosinus. [lepBuunas nunuapHas TUCKUHE3HS.
Huddepen | «ComeHbli» MPUBKYCY» KOKHBIX TTOKPOBOB, HeQopMaliiy rpyAHON KIETKH,
[THAJIBHO- | KOHIIEBBIC (PaJIaHTH M HOTTH IO THIY «O0apaOaHHBIX MajJ0uek» U «9aCOBBIX
JIMAarHOCTH | CTEKOJ», MPU3HAKA XPOHUYECKOTO TalMOpHUTA, MOJIMIIO3HOTO CHHYCHTA,
YeCKHe | MyKOBHUCITHI03-aCCOIIMUPOBAHHBIE 3a00J€BaHUsA TICYCHH, MAHKPEATHT,
MapKephbl | SHIOKPUHHAS  HEJOCTATOYHOCTh  TOJDKEITYIJOYHOM  KEJIe3bl,
OOJBITMHCTBA MAIMEHTOB MY>KCKOTO T0JIa CHIDKEHA (PepTUITLHOCTD.
Jleuenue VYBenuuenue kamiopaxa go 120-150%, motpebdnenus Oenka (20% ot
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CyTOuHOTO Kayiopaxa) u xupa (35-40% kamopaxa); MYKOJIUTHKH:
[Tynemo3um ([lopHasa anbda) 2,5 Mr/cyr; OpOHXOJUTHKH: CATBOYTOMOJI
100-200 wmkr; ABT: amokcunuiuimH + KiaByjloHoBas kuciora 60-90
MI/Kr, uHramsanuu Toopamuimaa 300 mr x 2 pasa, nedrpuakcon 50-80
mr/kr; mankpeatuHn 1000 EJl/kr; ypcomeszokcuxoneBas kuciiora 15-30
Mmr/kr; xonekansuupepon 1500 — 10000 ME/cyr; kunesmorepamnus,

(1)1/131/10Tepar11/1;1, MCUXOTCpaIind.

HpOFHO?: HpI/I CBOCBPCMCHHOM u aICKBATHOM JICUCHHUU 6JI&FOHpPI$ITHBIﬁ,

IPOJOJIKUTENIBHOCTD AKU3HHU O0NbHBIX B cpeiHeM 20-30 ser.

Hemnakusas  (6onesnr  I'm-T'eprepa-IeiidbHepa) -  UMMYHOOIOCPEIOBAHHOE
3a0o/ieBaHWe, B OTBET Ha YNOTpeOJICHWE TIIOTEHA IMPEapacroiIOKCHHBIMU
WHIUBUIYYMaMU W XapaKTepU3yeTcs TIIOTCH-3aBUCUMON KIMHUKOW W HaIU4ueM
aHTUTENl K TKaHeBOW TpaHcriayTamuHaze (anti-tTG), antuten k suaomuzuio (EMA),
aHTUTE K JIeaMUIUPOBaHBIM TenTuaaMm riauanunaa (anti-DGP), manuunem HLA-DQ2

nu HLA-DQS8 ramioTunoB U SHTEpOINaTHH.

Otuonorus | 'east HLA-DQ2 (y 90-95% manuentoB) u HLA-DQ8 (y 5-10%)
PacmoyioKeHbl Ha KOPOTKOM Tuiede 6p21 xpomocombl. CpenoBoit Gaktop
HEIHAKUU: TIIOTeH (KJICHKOBUHA) - OCIKOBBIM KOMIIOHEHT 3JIaKOBBIX

KyJbTYp: NIIEHUIBI (TJIIMAAWH), PXU (CEKaJUH) U s'YMEHs (TOpACHH).

Yacrora 1:100 - 1:250.

[TaTtorene3 | Ilentuasl ruaauaa B coctaBe Moyiekyn HLA-DQ2/DQ8 mnpeseHtyroTcs
rmoTeH-cienmupuaeckuM  CD4+T-mumdornuram ¢ mocieayonmm
UMMYHOBOCIIAJIUTEIFHBIM TPOIIECCOM B CIM3UCTOM 000JOYKE TOHKOM
kumku. [lox nmeiicTBHEM TKaHEBOW TpaHCTIyTaMHUHA3bl-2 B MOJICKYJIE
rmaarHa  (HOPMUPYIOTCS OTPHUIATENBHO 3apsDKCHHBIE AIUTOIBI, YTO
MOBBIIIAET CPOJCTBO MENTHAOB K ydacTkam moisiekyn DQ2 u DQS8 u
crocoOcTByeT mpouHoMy coenunennto HLA mornekynbl ¢ perientopamu
T-numdponuroB. AxtuBupoBaHHble CD4  kIeTKM  OPOAYUUPYIOT

npopocniasiutenbHbie  muTokuHBl  (IFNy,  IL10, IL15, IL21),
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HNOBPEKIAIOLIME  DHTEPOLMUTHL,  CTUMYJIUPYIOT  B-numdouutsr K
OPOAYKIMM AaHTUTEN K TJHMAJWHY, TKAHEBOM TPaHCIUIyTAMUHA3e U
CTPYKTYpaMm CIHM3UCTON OOOJOYKH, OHM C TOKOM KpOBHU IOMNAJAl0T B
N€4YeHb, NOJIOBHOM MO3I M HEPBHYIO CUCTEMY, JTUM(DATUYECKHE Y3IIbI,

ITOYKH, KOXY, UTO OIIPCACIISACT CUCTCMHOCTDb KIIMHUKU HCIINAKHU.

Dopmbl

Tunuynas nenuaxkus, HaIM4YMe CUMITOMOB MajibaOCcopOLuu

ATUTIMYHAS TENHaKUs, OTCYTCTBYIOT TaCTPOUHTECTUHAIBHBIC CHUMITTOMBI
[ToTeHIMaIbHAS TICJIMAKKS - BBICOKHIH YPOBEHb aHTUTEN U TCHETHYCCKUX
MapKepOB IMPU HOPMAJILHOHN CIIM3UCTON 00O0JIOUKH TOHKOW KHIIIKH.

Pedpakrepnas nenuakus - OTCYyTCTBUE OTBETA HA OE3TITIOTCHOBYIO JUETY

ITepronsl

JlaTeHTHBIN TIEpUO OT MOMEHTA BBEJICHUSI TJIIOTEHA 0 KIMHUKHU
AKTHUBHBIU MIEPUOJT - KIIMHUYECKass MaHUecTaIus
[lepuon HemoHOM peMuccun - yepe3 3-6 Mmec Oe3rTI0TEHOBON JUETHI

[Tepuon mosHOM peMuccu - uepes 1-1,5 roga 6€3rIF0TEHOBON JUETHI

Kinauka

["acTponHTECTHHAIBHBIE CUMITTOMBI, HApYyIIeHHE (PU3NIECKOTO
pa3BUTHUSA, POSIBIICHHS TUIIOKAJIbLIUEMHUH, OCTEOTIEHUH,
reMaTOJIOTUYECKUE TTPOSBICHUS. Y AETEU CTapIlIero BO3pacTta
PUCOEAUHSIOTCS MOPAXKEHUSI KOKH U CIIM3UCTBIX, HAPYLIEHUE

PENPOAYKTUBHON (HYHKIINH, HEBPOJIOrMYeCKUe MPOosiBIeHHS.

Jnarnoctu

Ka

KpoBs: yBenmuenue IgA, anTuten Kk TpaHcriryramuHase (anti-tTG),
sapomusnto (EMA), neamuinpoBaHHBIM ITeNITHAAM iraauHa (anti-DPG)
buoricus: yBenudeHre KOJIUYECTBa MEKIMUTETHATBHBIX TIUM(OIIUTOB,
pasnuvHas CTeTNeHb aTpoGUU BOPCHHOK M TUTIEPIUIA3UsT KPUTIT

I'enoguarnocrrka: Hannuue amrernerd HLADQ2/DQS

Hud.

JINarHO3

Annepruyeckas S3HTEpONaTus, ayTOUMMYHHAasl SHTEPONaTHs,
BPOKJICHHbIE AHOMAJIMH KUIIIEYHOTO AMUTEINHUS, JIIMOIN03, Auapes,

acCOIMUPOBAHHAs C APYTUMU aHOMaluaAMH, Oone3np Yumnmia, Kpona.

Jleuenue

JlueroTtepanus (cTporas MoKM3HEHHasi OE3rIII0TEHOBAs IUETA)

[Tankpeatun 1000 ex/kr; Jlunekc mo 280-560 mr; Ypcoae3okcuxosieBas
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kucnora 10 mr/kr; L- Tupokcun 25 5 mr/kr noa koutposieM yposus TTT,

T3 u T 4; [Ipenau30510H 1-2 MI/KT IpH TAKETOM TEUEHUU.

IIpornos

HopMmokonupoBanue (TpetnyHas npouiakTHKa) - MPOTHO3 MPU

JTUETOTEPAUU C POKJICHUS OJIarONPHUSTHBIN.

ANIPEHOTEeHUTAJIBHBIA CHHAPOM (BpPOXIICHHAS TUIIEPIUIA3HsI KOPBI HAAMOYCYHUKOB) -

HACJICACTBCHHOC HAPYIICHHC OMOCHHTE3a CTCPOUIHBIX TOPMOHOB HAAIIOYCUHHWKAMMU,

XapaKTCpHA TpHUada: HU3Kas KOHILICHTPALMA KOPTHU30JId, BBICOKOC COACPIKAHUC AKTT B

KpOBHU U IBYCTOPOHHSAS T'MIICPINIA3UA HAAIIOUYCUHUKOB.

DTHOJIOTUSA

Mytantabiii reH CYP21 ctepoua-21-ruapokcunassl JOKaIU30BaH B 6-i
xpomocome (6p21.3), myranTHbld TeH 11B-ruapokcunaser - 8¢21.
Mytamus 1172N xapaktepHa st BUPUIBHOM (QopMbl 3aboseBaHus,
myTtanuu V281L u P30L npu HekaccuyeckoM BapuaHTe 3a00JIeBaHMUS.

Yacrota 1:10 000 - 1:16 000 HoBOpOX1eHHBIX. B PD 1:9218.

IlaTorenes

Jleneuuss reHa WM 3aMEHAa T'€HA Ha IICEBJOT€H MPUBOIAT K IOJHOU
noTepe bepMeHTaTUBHOM aKTUBHOCTH 21-TuIpoOKCHUIIaskbl,
MaHUDeCTUpYIoNIe CUMIITOMAMH MUHEPaTOKOPTUKO UAHOM
HEJO0CTATOYHOCTH (00€3BOKMBAHUE, THIIOHATPUEMUS, THIEPKAIUEMUS,
anua03), TIIOKOKOPTUKOMAHON (TUMOTIIMKEMUS, TUIOTEH3US, IIOK M

KOJIJIAIIC) U BBIPAKEHHOW BUPHUIIU3AIIUEH.

Dopmbl

HEJIOCTATOYHOCTH 2 1 -TUIpOKCHIIa3bl (KIaccuyecKas, HeKIacCu4eckas),
HEJA0CTaTOYHOCTH | 1B-Tuapokcunassl (Kiiaccuueckas, HEKJIaCCUIecKas),
HEJO0CTATOYHOCTH 3B-THAPOKCUCTEPOUTHON JETHIPOTEHA3HI,
HEJIOCTaTOYHOCTh 170-TUAPOKCHUIA3bl C HEJIOCTATOUYHOCTHIO 17,20-11a3bl
wm 06e3 Hee, HemocTtaTouyHOCTh 20.22-mecMonasbl  (JIUTIOUAHAS
TUINEepIUIa3us KOpbl HAIMOYEUHUKOB),

HEIOCTAaTOYHOCTh MeTHiIokcuaasbel [ u Il Tuma

Knuuuka

OOmme cuMITOMBI: THIO(DYHKITUS KOPHI HAMIOYCYHUKOB U HAPYIICHHUE
nosmoBoro paszButusi. B 90-95% Bcex cmywaeB - gmedummr 21-

TUAPOKCUIA3bl:  Hekjaccuueckas  ¢dopma - C  YMEpPEHHBIM
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(epMeHTaTUBHBIM Je()EKTOM W TUIEPAHIPOT€HUEW B MOCTHATAIBHOM
nepuose; kiaccuueckas Qopma (BbIpaK€HHasi HEIOCTATOYHOCTH 21-
TUAPOKCUIIA3bl U BHYTPUYTPOOHAs BUPWIM3ALIMS), KOTOpasl JEIUTCA Ha
IPOCTYI0 BUPWIBHYIO (OKOJIO 25% cnydaeB) u coipTepstonyto (Oonee
75% OONbHBIX), TPU KOTOPOM HAPYLIEH CHUHTE3 albJOCTEpPOHA U

BO3HHUKAIOT YI'pOXarOIMKUEC )KU3HU COJILTCPAIOIINC KPU3BI.

HNuarnoctu | HeonatanbHbIi CKPUHUHT: TIOBBIIIIEHHE B CBHIBOPOTKE KpoBH 170-

Ka rugpokcunporecrepona  (Beime 30 HMOJB/I Yy JIOHOIICHHBIX
HOBOPOXKJIEHHBIX U BbIlle 60 HMOJIB/T y HEIOHOIIEHHBIX). OnpeaencHue
B KpPOBHU K" u Na’, B moue 17-KC, 17-OKC. «KOCTHOTO» BO3pAcCTa,
T€HETUYECKOTO 1oJjia peOeHKa.

Jleuenue [ TrOKOKOPTUKOUIBI, MUHEPAIIOKOPTUKOUIAMHU, JICUCHUE COJIbTEPSIOIICH
dbopmer HaunHaeTcs ¢ koppekunun OHH, xupypruueckoe neueHue.

[Iporuo3s [Tpu mpocToii BUpMIBLHOM hopMe U 3aMECTUTEIBLHON TEPANUU C

POKIEHUS - OJIarONPHUSATHBIM.

BpoxaeHHbIii THNOTHPEO3 - CHIDKCHUE (DYHKIIUU HIUTOBHIHOW >KEJe3bl, BIUIOTH O

MOJIHOTO TPEKpPAIICHUs, YTO B HSMOPHOHAIBHOM M TOCTIMOPHOHAJIBLHOM TIEPUOJIE

OHTOT€HE3a MPUBOJIUT K 3aJEPKKE pa3BUTUSA U TUDPEPEHIIMPOBKH BCEX OPraHOB H

CUCTEM YeJIOBEKa, U B iepByto ouepeas [THC.

Otuonorus | Yactora B JluBane - 1:1650 HOoBOpokaeHHBIX, B EBpone u CeBepHoit
Awmepuke 1:4000-5000 B Anonun 1:6000-7000. B PO 1:3236. ¥V neBouek
B 2 pa3a yauie, 4eM y MaJIbUYHKOB.

[TaTtorene3 | 90% nereld WMEIOT TMEPBUYHBIN THUIIOTUPEO3, BbI3BaHHBIN B 22-42%

areHesuen, B 35-42% »dKTONMEH IIMTOBUIHOM 3Keie3bl, a B 24-36% -
nucropmMoHoreHe3. B ocHoBe nmro6or gopmbr BI' nexur momHas wumum
YacTHYHAs HEIOCTATOYHOCTh THPEOUIHBIX TOPMOHOB, MPHUBOMSINAS K
rpyOOMy HapyIIESHHUIO MPOIIECCOB pocTa, MU GEePEHITMPOBKN BCEX TKAaHEH
U CHUCTEM OpraHm3ma. | WIOTUPOKCHHEMHUS BEIeT K Pa3BUTHIO

I[I/ICMeTaGOJ'II/IBMa, CHMKCHHUIO CKOPOCTH IIPOTCKAHHA OKHCINTCIbHBIX




58

IPOLECCOB, YMEHBIIEHWIO AaKTUBHOCTH (PEPMEHTATHUBHBIX CHCTEM,
NOBBIIUEHUIO  TPAaHCMEMOPAHHOW  KJIETOYHOM  NPOHULAEMOCTH U

HAKOINUICHHUIO B TKAaHAX HCAOOKHUCIICHHBIX ITPOAYKTOB oOMeHa.

Dopmbl

[IepBUYHBIN TUIIOTUPEO3 - MTATOJIOTHUS IIUTOBUIHOM JKEJE3bI, BTOPUUHBIN
TUTIOTUPEO3 - HAPYIICHHE PEryysiiiud (QYHKIUNA HIUTOBUIHOU >KEIJIC3bI
MOPAXKEHHBIM TUMO(PU30M, TPETUUYHBIA THUINOTHUPEO3 - HapYUICHUE
TUTIOTAIAMUYECKONW PETYISIUA  TUPEOTPONMHONW (GyHKIMU runodusa,

TPaH3UTOPHBIN TUIIOTUPEO3.

Knuauka

HoBoposxnennsie ¢ maccoit tena Boimie 4 Kr (cpok recranuu noszxe 40
HeJleb), OTeK JIMIA, KUCTeH W CTOI, OOJbIION S3BIK, TPYOBIA TroJoc,
pebeHOK OBICTPO MEPHOXIAXKIACTCS, BAJIO COCeT. JKenTyImHOCTh KOXKH
coxpanseTcss g0 1 Mecsma u 6onee. K 3-6 mecsuaMm - CHM)KCHHBIN
ammeTuT, TioxXas MpubaBKa MacChl Tella, METEOPHU3M, 3aIopbl, CYXOCTb,
0JIETHOCTH U LISNYIIEHHE KOXHU, TUIIOTePMHUS (XOJIOAHBIE KUCTH, CTOIIBI),
JIOMKOCTb, CYXOCTb U TYCKJIOCTh BOJIOC, MbIllIeuHasi runotronus. [locne 5-
6 Mec. 3aJepKKa TICUXOMOTOPHOTO U (DU3UYECKOTO pPa3BUTHS,
YMCTBEHHAsl OTCTaJOCTh. Y KOPAUYMUBAIOTCS III€sl, KOHEYHOCTH M TIaJIbIIbI,
YCHJIUBAIOTCSL TPYAHOM KU(}O3 U MOSCHUYHBIN JIOPAO3, KUCTH M CTOTIBI
IIUPOKUE, HU3KUU pocT. YcyryOmnsroTcs aedopManuu Julla, BOCKOBAs
0JIETHOCTh W YTOJIIIEHUE KOXKH, TPYOBIN TOJIOC, MBIIICYHAS THIIOTOHWS,
3amopel. Kapaumomeranusi, TIyXOCTh TOHOB, OpaguKapausi, B3TyThIA

JKUBOT, ITYIIOYHBIC I'PBIXKH, aHCMUS, THIICPXOJICCTCPUHCMUA.

Jnarnoctu

Ka

[Ipr runmoTupeo3e CHUKAETCA YPOBEHb B KPOBU TPUUOATUPOHHMHA W
TUPOKCHHA, TIOBBIIIAETCS THPEOTPONMHBIH TOPMOH THmoduza mpu
IIEPBUYHOM U IMOHMKAETCS TP BTOPUYHOM U TPETUYHOM THIIOTUPEO3E.

Heonatanpusiii ckpuauar — Hopma TI'T 1o 20 MxkME/mi.

Jleuenue

[loxu3zHeHHass ropmoHanbHas Tepanusi L-tupokcuHom, 15-150 MKr/cyT.
COanancupoBaHHOE NUTaHUeE, OYHUCTUTEJIbHBIC KJTU3MBI.

Burtamunorepanus, HooTponsl, maccax, JIOK, norone.
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IIpornos

[Ipn nepBUYHOM THIIOTUPEO3E U 3aMECTUTEIIBHON TEPAIIUU C POKACHUS -

0JIaronpusATHBII.

Cungpom Jlyn-bBapp (aTakcusi-TeleaHTMOdKTa3us, HEHUPO-IKTOME30[epMabHas

JMCIUIA3Msl) - HACJICICTBCHHOEC HEHpOJeTreHepaTHBHOE 3a00JieBaHUE C MO3)KEYKOBOM

aTaKCHEM,

TCJIICAHIT'MOKTA3UAMHM, HAPYIICHUECM HMMMYHHUTECTAa W CKIOHHOCTBIO K

3JI0Ka4C€CTBCHHBIM HOB006p330BaHI/I$IM; MOBBILICH HOM JJOMKOCTBIO XpOMOCOM;

YYBCTBHUTCIBHOCTBIO KJICTOK K I[€I>'ICTBPIIO PIOHPI?;HpYIOH.ICﬁ paauanuu.

ITHOJIOTUA

Myrtantasiii reH ATM ¢gepment JJHK-tonounzomepaza 208900, KO
5.99.1.3, ren ATM, 11922-g23.Yacrtota - 1:300000 HOBOPOXIEHHBIX.

ITaTorenes

®epment [JHK-tononzomepasa, kogupyembiii ATM, ono3Haér Hanmuuue
nospexxaenust JJHK, pexpyrupyer npyrue Oenku ans penapauun JIHK,
MO3BOJIAET KIJIETKE Mpou3BOoAuThH penapauuto e€ JIHK mo 3aBepuienus
KieToyHoro paenenus. Ecimm nospexnenue JIHK cammkom Tsbkenoe,
ATM cTaHOBUTCS TOCPEAHUMKOM B IPOLECCE 3alMpOrpaMMHUPOBAHHON
rubenu kinetok (amomrto3a). B orcyrctBue Oenka ATM, BO3HHKaeT
TeHOMHAasl HECTaOUJIBHOCTh, KOTOpasi BBI3BIBAET HEBPOJIOTHYECKYIO
JereHepanuio, 1eeKTbl IMMYHHON CHCTEMbl, UMMYHHO-CBSI3aHHBIHN pakK,

IMPOrepudYCCKUC N3MCHCHNA, OHKOJIOI'IO, TOHAIHYIO JUCT'CHC3UIO.

Kinnauka

ITopaxxenne IHHC: Mo3xkeukoBas aTakcHsi MOSIBJISETCS C MEPBBIX JIET
AKU3HU (KOTJla MalueHT HAYMHAET XOJIUTh) U MPOTPECCUPYET, TU3APTPUS
(HeBHATHAs, MEJJICHHAs WM HCKaXEHHAs pPedb), SKCTpAIUpPaMUIHBIE
CHUMIITOMBI - THIIOKMHE3US, XOPeoaTeTo3 (B CTapIIeM BO3pacTe), CIIMHHO-
MO3KEUYKOBasi aTakCUsl C HapyHIeHHEM TIyOOKO W BUOpAIMOHHON
YyBCTBUTEJIBHOCTH TOSBISIETCS B Bo3pacte 12—15 ner, okynomoTtopHas
anpakcus (HapyleHue pyHKIHMN r11a30/IBUTaTeIbHBIX HEPBOB).
Hapymienuss umMmyHuTtera: runomiasus Tumyca, cauxkenue [gG unum IgA,
TUM(}OTIEHUS U CHUYKEHHUE KIETOUHOTO UMMYHUTETA.

[TopaxkeHue coCyloOB: TeNEaHTWAKTa3UM - OOpa30BaHHUS BEHO3ZHOTO

MPOUCXOKACHUS, TOABISIIOTCS TO3Ke, 4yeM arakcus (B 3-6 Jer), Ha
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KOHBIOHKTHBE (COCYIMCTBIC «IAy4dKH»), 3aTeM Ha KOXE JIUIA, YIIHBIX
PaKOBHH, JIOKTSIX, TOJIKOJICHHBIX SIMOK, B MECTaX TPCHUS KOXKH.

JIpyrue CHCTEMBbI: paHHEe MOCEACHUE BOJIOC, aTpO(QUICCKHE M3MCHEHHUS
KOXH JIMI[A, MMTMEHTHBIC MATHA, CEOOPEHHBIN AepMATHT, OTCTAaBAHUE B
pocte, 3aaepKKa YMCTBEHHOTO pa3BUTHS, YacThie [THEBMOHHH,
CHHYCHUTBI, HOBOOOpa30BaHUs pa3IMYHON JOKanu3aiuu (JeHKeMHus,
MUMGOMBI, TIHOMBI, MEIYLIOCAPKOMBI), ISl JKEHIIUH XapaKTepeH
TUIIOTCHUTAIN3M, CHIXKEHUE TOJICPAHTHOCTH K TIIIOKO3€, THa0eT.
OoOnapyxuBaroTcs uepThl Status dysraphicus — HesapoleHHe TyKeK
MO3BOHKOB, paciierieHue Heba, TpeDKU U JIp. “Manbie” CUMNTOMBI:
TUIIepCATUBAIINS, XapaKTepHas Mo3a — OOJbHBIE CHIST C OIMYIIECHHOM

FOHOBOﬁ, aMHMUs, MCIOJICHHOC IIPOTIrpECCUPOBAHUC 3a00JIEBaHHS.

JlnarnocTtu

Ka

Jluarno3: KIMHUYECKAs TpUaIa.

KpoBb: aucrammarino0ynunemusi, cHiwkensl 1gA, 1gG, IgE, mumdonenus,
orcyrcTBue Oenka ATM B 0enbIXx KIETKaX KpOBU, WIM MYTallMk B
KaxjoM u3 renoB ATM|[en] naHHOTrO JHIIa.

MPT: Atpodus mo3zxeuka. POI: nucroHuss Mo3roBeix cocymoB. D01
muddy3Hble  W3MEHCHHS  OHMORJICKTPUYECKOM  aKTHMBHOCTH  MO3Ta.
[laTonmoroanaromMmu4yeckoe  HMCCIENOBaHWE:  TUMOIIIA3US  TUMYCa,
auM(OY3JIOB U CEJIEe3E€HKH, MO3KEUKOBas JereHeparus (yMEHBIICHUE
kietok [Typkunabe ¢ aTpodueii 6e1oro BEmecTBa; N3BMEHEHHE BEH MSATKUX
MO3TOBBIX 000JIOYEK MO3KEUKa, aHAIOTUYHOE COCYIUCTHIM U3MEHECHUSIM
Ha KOKE M CIM3UCTHIX 000JI0UEK), TUCTIIIA3US SIMIHUKOB.
KapuotunupoBanue: XpoMOCOMHas HECTAOMIBHOCTh (XPOMOCOMHBIE

abepparmmu, Tpucomust 16, 19-20 xpomocom).

Hud.

JIMarHO3

IepeOpanpubiii mapanuy, atakcus Ppuapeiixa, TIa307BUTATEIBHHASL

anpakcus Korana, nzonvpoBaHHblii UMMyHOAepuuut IgA.

Jleuenue

D@ deKTUBHOrO JIEUCHUSI HE CYIIECTBYET: CHMIITOMATUYECKasl Teparusl,

BUTaMHNHO- 1 (1)1/131/10Tepan1/1;1.
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[Iporuno3s [Iporuo3: HeOmaronpuaTHbli. bBolbHBIE MOTMOAIOT OT  JETOYHBIX
uHpexuuii (50%), 3mokauecTBEHHBIX HOBOOOpazoBaHuit (20%).
BoJsie3nb Buabcona-KonosasioBa (remaTo-NEeHTUKYISIpHAs JiereHepanus)-

3a00JIEBaHHUE C HCBPOJOTrM4YCCKUMH, IICYCHOYHBIMH, IICUXUATPUYCCKHMH, KOCTHO-

MBIINCYHBIMU HAPYIICHUAMUA BCIICACTBUC OTIOXKCHUA MEAU B OpraHax 1 TKaHAX.

Dopmbl

bpromHas

Purugno-
apuUTMO-

TUTICPKUHCTHU

HpoxarensH

O-pUrvaHasdz

HpoxarenpH

as

DKcTpanupa
MUJTHO-

KOPKOBas

qycCKasi

DTHOJIOTUSA

Mytamuss rema  ATP7B  13914.3-g21.1  cHmxkaer

byHKINIO
MenbTpancroptupyrorieit ATd-a3b1 1 ciocoOCTBYET HAKOIUICHUIO MEIH B
opranuzme. Yacrora 1:7000-10000. B P® 0,39-0,41 mwa 100 000

HaceneHus, nereit 16,9%.

IlaTorenes

ATP7B-ren konupyet Menbrpancnoptupyromyw ATd-a3zy (ATdD-aza-7B,
AT®-a3za-2, AT®-aza P-tuma), npuBOAUT K CHIDKEHUIO TeNaToOMInapHON
AKCKPELIMM MEIHU M HApYIICHUIO BCTPAaWBAaHUS MEIU B IEPYJIOIJIAa3MHH, B
pe3ynbTaTte IMUPKYJIUpyeT amouepyioruiasMuH. [leperpykeHHble MeIbio
renaToluuThl pacnafaroTcs W (HOPMHUPYIOT CHHAPOM LUTOJM3A, YTO
PUBOJUT K MOBBIIICHUIO YPOBHS CBOOOJHOM MEAW B KPOBU M CYTOYHOMU

AKCKPEIIMH €€ ¢ MOYOM M HAaKOIUICHUIO B opraHax-muiieHsX. CBoOogHas

MCAb TOKCHYHA U IIPOBOIHUPYCT 'CMOJINTUICCKUC KPUI3BI.

Manudect

anus

JleTckuit B 20-30 et | B 20-30 ner | B 20-30 mer | B 20-30 met

BO3pacT

[Tpomomxu

TCJIIbHOCTD

oT Mec 1o | 2-3 roga 6 et 10-15 ner 6-8 et

3-5 ner

Knnauka

HODa)KeHI/Ie OCYCHHU:. TIcCIaroMerajliusa, CIIICHOMCrajlauia, CTCaTOICIIaTHT,

ayTOUMMYHOIMOJIOOHBIN,  OCTpBIM  TemaTuT, OcTpas  IeYeHOUHas

HEJIOCTATOYHOCTh C TE€MOJM30M, LHppo3 meueHu. [lopaxenune I[MHC:

TPEMOp, HapYIIEHHE IOXOJKHU, CIIOHOTCUECHHE, AU3apTpusi, aucdarus,
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pUTHAHAs JUCTOHMS, TCEBAOOYIHOApPHBIM CHHAPOM, BEreTOCOCYIUCTas
JTIMCTOHUS, MUTPEHENOA00HbIC T'OJIOBHBIE 0on, OeCCOHHHIIA,

JUCTOHHUYCCKHUEC  aTaKH. I[IcuxuaTpuyeCKMe CHUMITOMBI: AcTpeccusi,

TPEBOXKHBIE PACCTPONCTBA, U3MEHEHUS INYHOCTH, TICUXO3.

JlaGoparop
Has
JTUATHOCTH

Ka

KpoBb: cHuXeHHe LepyJoIUIa3MUHA, CBSI3AHHOW MEJAM; IMOBBIIICHHUE
ceobognoit Menu, AJIT, ACT; runepOunupyOuHeMHus, TeMOIUTHYECKAs
aHEeMUS.

Moua: runepkynpypus (Cu>200 MKr/cyT B Moue), TUIIEpaMUHOALUTYPUS
(>350 mr/cyT).

VY3U: renaromeranus ¢ 1udPpy3HbIMU U3MEHEHUSIMHU ITAPEHXUMBI ITEYEHHU.
buoncus neyenu: cogepkanue meau >250 Mxr/t

Od¢ranbemoror: konbia Kaitzepa-dreiimiepa,

MonekynsipHO-TeHETHUECKOE TeCTUpoBaHue: myTanus reHa ATP7B

MPT ronoBHOro Mo3ra: rulepuHTEHCUBHOCTh CUTHAJIA 0a3alibHBIX sJIEP,
CTBOJIa TOJIOBHOTO MO3ra, Tajamyca, Mo3keuka ¢ 1uddy3Hoi atpodueit
KOpBI U 0O€JIOTr0 BelIeCTRa.

KT romoBHOro mo3ra: moHM>KE€HHE TIIOTHOCTH B 00J1aCTH 0a3aIbHBIX AP

Onexrposnuedanorpadusi: CyT10pOKHBIN CHHIPOM

Hud.

JIMarHo3

[lepBuunblii ckneposupytomuii xonanrut, OBI, XBI', remoxpomaros,
nedurut anbda-l-anTuTpuncuna, Oone3nn [ome, Humanna-ITuka,

[TapkuHCcOHa, XOpest I eHTuHrTOHa,

Jleuenue

Juetorepanusi: OrpaHUYCHHE TMPOAYKTOB OOraTthix Meapio (TICYCHD,
KPEBETKH, OPEXHU, IIIOKOJIA]], TPUOBI).

[lennnumnamMud  (CBSI3bIBA€T MEAb M YBEIMYMBAET €€ MOYEBYIO
aKckperuio) ot 250-500 mr/cyT. 10 20 MI/KT/CyT., HOCTOSSHHO

[uuka cynwsdar (mpemsitctByeT BcachiBanuio B XKKT menn) 150 mr/cyT.

Tpuentun 750 - 1500 mr/cyt, noanepxkuBaromias 1o3a 250-500 mr/cyT.

[Tporunos:

Jlo mosiBjeHUsI THOJIOBBIX mpernapatoB 90% O0JBHBIX YMUPATIO B BO3pPACTE

10 30 net. Ceituac nporuo3 6osee 01aronpUsTHHIN.
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[Ipodunak-

THKa

[IpenatanpHass  AWMArHOCTHKA: aMHUOIleHTe3 Ha 15-18  Henmemax

OEpEeMEHHOCTH TyTEM MOJIEKYJISIPHO-TEHETUYECKOTO aHAIN3a.

Bose3ns Kaprarenepa (mepBuyHasi UWIMapHas IUCKWHE3Us, OoJie3Hb 3uBEpTa-

KapTareHepa, CUHAPOM HCIOABUWKHBIX PCECHUYCK, ABUTrAaTCIbHAA L[I/IHI/IOHaTI/Iﬂ) -

3a0oseBaHue, C MOPAXKEHUEM IOJBUKHBIX CTPYKTYpP KJIETOK (PECHUYKH W KTYTHKH),

MMPOABIIACTCA PCHUANBUPYIOIIMMH U XPOHUYCCKUMHA I/IH(i)CKI_II/ISIMI/I BCPXHUX W HHUIKHHUX

AbIXaTCIIbHBIX HYTCﬁ " 3CPKAJIbHBIM PACITIOJIOKCHUCM BHYTPCHHUX OPraHOB.

ITHOJIOTUA

MyTaHTHBIN TeH AeHenHa KaptupoBaH B 9p2l-pl3, S5pl5-pl4 u 7p2l.
Yacrora 1: 2265 — 1:40000 nacenenus.

ITaTorenes

JlebexT CTpoeHHS JUHEWHOBBIX pPYYe€K PECHUYEK U IKTYTHKOB,
TPAHCIIO3UIIUS PAUATBLHBIX CIIUIl U MUKPOTPYOOUEK, TOJIHOE OTCYTCTBUE
PECHUYEK WJIM aHOMaiusi Oelka TSKEIOW 1EeNd aKCOHEMalbHOTO
IVMHEWHA. B opranu3me pecHUYKH U KTYTUKU €CTh BO MHOTMX OpraHax W
CHUCTEMAaxX: MEpUATENIbHBIA AMUTENNN pecnupaTopHOro Tpakra, Koprrena
OopraHa yxa, >KTYTUKH CIIEpMAaTO30UJI0B, PECHUTYATHIE KIETKUA 3TEHIUMBbI
KEJIYAOYKOB TOJIOBHOTO MO3ra, (OTOpELENnTOpbl CeTYaTKU TJiasa,
KETUYEBBIBOSIINE IyTH, IMOYECYHbIE KaHAJBIL, (HajuIONUEeBBl TPYOHI,
AMOPHOHATBHBIN y3ei1, 00€CTIeYnBAIONINI MOBOPOT BHYTPEHHUX OPraHOB
BO BHYTPHUYTPOOHOM pa3BUTHE (ICKCTPAIO3MIINSA BHYTPCHHUX OPraHOB).
HenonBrmxHOCTP WM HHU3KAs AKTHUBHOCTh PECHUYEK NPUBOIUT K
MHOTOYHCIICHHBIM ~ HapylIeHUSAM:  pPEUHIUBHpYIONME  WHOEKIUH,
XPOHUYECKUN OPOHXUT, TAHCUHYCHUT, Ha3aJIbHBIN MMOTUIIO03, XPOHUUIECKUN
OTUT, IUPPO3 TIEYEHH, BHYTPECHHSIS TUAPOIedanus, MOTUKUCTO3 MOYCK, Y

MYX4YHUH — 6eCHJ'IOI[I/Ie, Y )KCHIOKWH - BHCMATO4YHasA 6epeMeHHOCTb.

Knnauka

ITIpu Y3U mnona: oOpatHOe pacmoyioKEHWE BHYTPEHHUX OPraHoB (Situs
inversus) wiu rTereporakcus (situs ambiguos) (meKcTporacTpus,
JEKCTPOKAp/IAs, AaHOMAJbHO PACIOJIOKEHHAS TICUYCHb), BPOXKICHHBIC
MIOPOKHU Cep/Iia, MOJUCIUICHUS, aCTUICHUS, TUITOTUIA3Us TOKEITY0UHON

JKCJIC3bI, MAJIbpOTallA KUIICYHHKA, uepe6panLHaﬁ BCHTPUKYJIOMCTI AJINAA.
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B nepuone HOBOpOXKAECHHOCTH: Y 75% IOHOIIEHHBIX HOBOPOXACHHBIX -
pECIIUPATOPHBIA JTUCTPECC-CUHAPOM, TOPHUIAHBIE K TEPANMU PUHUTHIL,
BHYTpEHHsIsI  ruapouedanus. B crapimiem  Bo3pacTe:  PUHHUTHI,
XpOHUYECKUE  CHUHYCUTBI, Has3aJlbHbIA  NOJUNO3.  XPOHUYECKUH
MPOAYKTUBHBIA Kallejlb ¢ THOMHOW WJIA CIIM3UCTO-THOWHOW MOKPOTOM,
pPELUIMBUPYIOIINE OPOHXUTHI, MTHEBMOHUHM, aTeNEKTa3bl, OPOHXOIKTA3HI.
[Ipu ayckynbranuu: JBYCTOPOHHEE PAa3HOKATHOCPHBIC BIIAKHBIC XPHIIBI,
CyXH€ CBHUCTAIIME XpUMbl HAa (OHE YMIMHEHHOTO BbIOXa. OTHUTHI C
BBIIIOTOM KHUJKOCTH B TIOJOCTh CPEIHEr0 yxXa M KOHIYKTHUBHOU
TYTOYXOCThbIO. B IOIPOCTKOBOM IlepHoOJie: KIMHUYECKUE MPOSIBICHMUS,
OINMCAHHBIC BBIIC W HA3AJIbHBIA IIOJUNO3, MNPU3HAKA XPOHUYECKOU
runokcun: naedopmarus (QasiaHr TanablleB MO0 TUMNY «OapabaHHBIX

MajJablOCB» U HOTTCBBIX IINIACTHHOK I10 TUITY «YdCOBBIX CTCKOJD).

JlmarnocTtu

Ka

XapakTepHasi KIMHUYECKas KApTHHA; CKPUHUHI - CHUXEHHUE YPOBHS
OKCHJa a30Ta B BBIIBIXa€MOM Ha3aJIbHOM BO3.lyXe€; (Pa30BOKOHTpACTHOE
UCClIeIOBaHWE OuoMNTarta CIM3UCTOM O0O0O0JIOUKHM HOca, OpOHXOB:
OTCYTCTBUE OMEHUSI PECHUUYEK (CUHIPOM «HETOJBI)KHBIX PECHUYEK );

ANIEKTPOHHAA MUKpPOCKONHUS  (OOHapy)KeHHWE aHOMAalMid  CTPOCHUS
PECHUYEK); MHUKPOOMOJIOTMYECKOE  HCCIECNOBAHUS  MOKPOTHI  HIIU
TpaxeanpHoro acnupara; KT rpyIHOW MOIOCTH, NMPUAATOYHBIX Ma3yX
HOca: OpOHXHUT, aTelieKTa3bl, JIeKCTpaKapaus, IHEBMOCKIEPO3,
OpOHXODPKTa3bl,  MAHCUHYCUT,  HEIOpa3BUTHE  JIOOHBIX  TAa3yX,
uccinenosanue ®BJI ¢ 5 net mpu cnupomerpuu mmpoda ¢ OPOHXOTUTUKOM
(monoxutensHa 'y 50%), ¢ 6 g;mer - Oomuruierusmorpadus:
00CTpYKTHUBHBIE, KOMOWHUPOBAHHBIC HAPYIICHUS, WCCIICIOBAHUE Ta30B
KpOBU U caTypalud. TUIOKCEMHUsS;, AHArHOCTHYecKas U JieueOHas
TPaxeoOpPOHXOCKOMNUS: HACHTU(DUKAIUU MHUKPOOHOTO BO30YIUTE,
Ouornicusi cnu3ucTo oOonouku Oponxa; Ixo-KI' ¢ gomnmiepoBckum

aHaJM30M: JIETOYHAsl TUIIEPTEH3UsI U (DOPMHUPOBAHKE JIETOYHOTO CEpAla;
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AyJHUOJIOTHICCKHUOC O6CHCI[OBEIHI/ICZ CHMI)XCHUC ClIyXa.

Hud. MykoBUCIUI03,  MEpPBUYHbIE  MMMYHOJE(UIIUTHBIE COCTOSIHUA,
JUarHo3 BPOKJEHHBIE aHOMAIMHN OpPOHXMATBHOTO JIEPEBA, CEPAECUHO-COCYIAUCTON
CUCTEMBI, OpPOHXOA’KTa3bl JIPYroro MPOUCXOKACHUS, OpOHXHAIbHAS

actMma, cunpoMbl Cennopa-JIlykena, Anbctpéma, bapaer-bumis.

Jleuenue Kunesurepanusi, WppUranvoHHas Tepamus; TMNpud  OOOCTpEHUH -
aMOKCULWJUIMH,  UedasocnopuHbl;  Opu  OpOHXOOOCTPYKTUBHOM
CUHIpOME:  wumparponus  Opomuja,  (GEHOTEpoJ,  calbO0yTamol;
nepopayibHbIe MYKOJIUTUKHU (ambpoxcou, aleTHIIIMCTEUH,

KapOOITMCTENH ); KOPPEKITUS pallioHa.

HpOFH03 3aBUCUT OT XapaKTepa IOpaKCHHUA  JICTKUX, IIpU JICHCHHUH U

p€a6I/IHI/ITaHI/II/I OTHOCHUTCIBHO 6HaFOHpHHTHLIﬁ.

8. MOHOT'EHHbLIE HACJIEACTBEHHBIE BOJIE3HM C X-CHEIUIEHHBIM-
JOMUHAHTHBIM, X-CHEIUVIEHHBIM-PELIECCUBHBIM, Y-CHEIUIEHHBIM,
MUTOXOHAPUAJBHBIM TUIIOM HACJIEAOBAHUMA

Buramun D-pe3ucTeHTHBI paxuT - X-CICIJICHHOE, JIOMUHAHTHOE 3a0o0JIeBaHHE, B

OCHOBC KOTOPOTI'O JICKUT HAPYIICHHC (bOC(bOpHO-KaHLHI/IeBOFO romMecocTasa.

Otuonorus | Hacnenyercs mno X-CHEIUIEHHOMY JOMHHAHTHOMY TuUIy. ['eHeTHuecKku
reTeporener: Xp22.2-p22.12; 12p13.3; 5935.

Yacrora: 1:20000 »KUBBIX HOBOPOKICHHBIX.

[TaTtorene3 | Hapymraetcs peaGcopOuus ¢ochopa B MPOKCUMATBHBIX TOYEYHBIX
KaHaJIbIIaX, NpUBOASLIAS k  runodocharemun, HapyIICHUIO
MUHEpaau3aluu KOCTEeW cKelera U 3yOOB, Ppa3BUTUIO paxuTa.

LI}’BCTBI/ITGJH)HOCTI) OIMUTCINA IOYCYHBIX KaHAJbICB K I[GﬁCTBHIO

OHAOI'CHHOI'O IMApaTUPCONAHOIO ropMOHa ITOBLIIICHA. LI}’BCTBI/ITGJ'H:HOCTB
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MOYCYHBIX KAHAJBIICB K JACHCTBUIO BUTaMUHA D CHUXEHA, YTO BBHI3BIBACT
BTOPUYHYIO THUMCPPYHKIUIO TMAPANTUTOBUIAHBIX JKEJIe3 WM yBEIHUCHUE
kupeHca ¢ocdaroB. Hapyiaercss mepBUYHOE BCAChIBAHUE KalbLUS U
dochopa B kumieyHuke. V3MeHseTCS CHHTE3 BHUTaMHHA D B IMeYeHU |

NOYKaX, B YaCTHOCTHU 25-0KcHUXoJIeKanblpepoa.

Hauano B 1-2 rona

Kmuauka | 3agepikka pocTta, MPpU3EMHUCTOCTb, AeOopMaIysl HOT, «yTHHHAS ITOXO0JIKa,
00JIEBOMl CHHIPOM B KOCTSX W MBIIIIAX, THUIOIUIA3Us 3yOHOW SMallH,
pacIIMpeHusT TMPOCTPAHCTBA  IYJbIbI, pPaxXUTHYCCKUE AchOpMaIHH
CKeJieTa, Mo3/IHee Mpope3biBaHue 3y00B, Kapuec, aOCIECCHI.

Huarnoctu | RQ- mmupokue auadusbl ¢ YTONIIEHHEM KOPTUKAIBHOTO CJIOS, TPYOBIi

Ka PUCYHOK TpaOeKyJI, MOBBIIIEHHOE 001IIee COepKAHNE KAIIBIIUS B CKEJIeTe.
bX - runodocharemus; aktupHocTh I[P moBeiieHa; runepdocharypusi.

Juddepen- | Bpoxaéunas  JTOMKOCTh  KOCTeH  (HECOBEPIIEHHBIH  OCTEOIeHeE3);

[MAJIbHBIA | IEpBUYHAS  XOHAPOAUCTPOUS; TUIIOTHUPEO3; runodocdaraszusi;

JIMarHo3 runepdocdarazusi; HacIeACTBEHHBIE PAXUTONOA00HbIE 3200JIEBAHMS.

Jleuenue [Ipenapatsl pocdopa - 10 MI/KT MOCTOSHHO;

Kanprurpuon 5-10 HI/KT MOCTOSHHO;

Cungpom buoxa-Cyabudeprepa (Heaep:kaHue NUTMEHTA) - 3TO PEAKHI JepMaros,

P KOTOPOM aHOMAJIMK KOXXHM U €€ MPUJIATKOB COYETAIOTCS C MOBPEKICHUEM APYTUX

OpraHoB U CUCTCM IKTOACPMAJIBHOI'O IIPOUCXOKIACHHUA.

Otuonorus | Myrtanus rena IKBKG B nokyce Xq28 X-XpoMOCOMBI.
Hacnenyercs no toMuHaHTHOMY X-CHEIUIEHHOMY MEXAHU3MY.
Yacrora 1 Ha 50 ThIC. HOBOPOXKAECHHBIX.

[latorene3 | Myrtamus rena IKBKG npuBoauT K KacKagHbIM MEXaHHU3MaM amnomnTo3a
KJIETOK, UMEIOIIHUX SKTOAEPMAIIBHOE TPOUCXOKICHHUE.

Knunuka 1 cragus Oymn€3Hasi - HaJIMYME SPUTEMbI, BE3UKYJ W/UIW MYCTYN MpU

POKJICHUH WIIM UX TOSBIICHHUE B IepBbIe 6-8 Hex, GopMHUPYIOT TUHEHHYIO

dbopMy Ha KOHEUHOCTSIX U KPYTOBYIO Ha TYJIOBHUIIIE.
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2 crapua runeprpoduyeckas - My3bIpM HAYMHAIOT PErPecCUpOBATH C
00pa30BaHUEM THIEPKEPATOTUYECKUX HATOKEHUM.

3 craaus MUTMEHTHAs - MATHA THIEPIUTMEHTAlMM KOPUYHEBOIO IIBETa B
BUJIE JMHEHHBIX W/WIH HUPKYJIUPYIOIUX (OPM pacroiararTcs BIOJb
avuHuM bramiko.

4 cragus arpoduyeckas - arpodUUYECKHe, TUIEPXPOMHBIE JUHEHHBIE
NOpaXEHUs!, MPEUMYILECTBEHHO Ha KOXKE€ KOHEUYHOCTEH, C OTCYTCTBHEM Ha

9THUX YYaCTKaX BOJIOC

Huarnoctu | KpoBb: 1€HKOIMTO3 C BEIPAXKECHHOMN 203UHODIIIUCH.

Ka IMucronorust koxu: 303MHOMWIBHBIC UHPUIBTPATHI U/UIW BHEKJICTOUHBIC
rpaHyJibl MEJIaHUHA, YMUECPMAIbHBINA HEKPO3 U CIIOHTHO3.
MPT rosioBHOTO MO3ra: MUKPOAHTHOTIATUYECKUE MPOLIECCHI.
OKyJIHCT: MakyJsipHasi BACKYJIONATHUSL U PAHHSIS UIIEMUSL.

Jleuenue AHTHUCENTUKH [T 00paOOTKH KOXKHU

Angantan Ma3b 0,1%- 151 ni1g HapyKHOro MPUMEHEHUS
[Tpennn3010H 1-2 MI/KT NpY BBIPAXKEHHBIX BOCTIAIUTEILHBIX U3MEHEHUSX.

OpTOI[aHTI/I‘-IGCKOFO u O(I)TEIJILMOJIOFHLIGCKOG JICUCHHC I10 ITIOKa3aHHAM

Cunapom Konpaau-XwoHepMaHa - T€TepOTreHHas rpyIina 3a00JIeBaHUM, TPH KOTOPHIX

XapaKTepHa TOYeYHasl KalbIIM(PUKAIIUI KOCTEH CKeeTa.

OTHOJIOTHUA

Mytauuu B rene EBP, kortopsmiii komupyeT smomnamui-cBsSI3bIBarOIIUI
OCJIOK  XOJIECTEHOJ-AeNbTa-u30Mepasza, (epMeHT, y4yacTBYIOUIUH B
OomocunTe3e xonectepuHa. ['eH kaptupoBan B permone Xpll1.23. Tum
Haclie10BaHus - X-CUCIUICHHBIN JOMUHAHTHBIN.

Yacrora 1:400 000 HOBOPOKAECHHBIX.

IlaTorenes

Mytanuu B rene EBP npuBoasST K HaKOIUIEHUIO MPENIIECTBEHHUKOB
XOJIECTEpUHA, CHUXEHUIO €ro YpPOBHA B BOBJICYEHHBIX TKAHSIX,

MHOXCCTBCHHBIM daHOMAJIHAM PAa3BUTHA.
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Havano BuyTtpuytpodHo

Kimanka | AccuMeTpryHOE YKOPOYEHME KOHEYHOCTEW; KOHTPAKTYphl CYCTaBOB;
CKOJIMO3; KH(]O3; IUIOCKOE JMI0; 3amaBlias NEPeHOCHLA; TUIOIUIa3us
CKYJIOBBIX KOCTEM; aHTUMOHIOJIOUIHBIN pa3pe3 riia3; KaTapakra; SpUTeEMa;
UXTHO3; UXTUO3; PEJIKUE KECTKHUE BOJIOCHI; 00111ast C1a00CTh.

JlaGoparop | buoxumMuueckuii aHaiauM3 KpOBH: BBICOKUUA YPOBEHb XOJECTEPHUHA;

Has RQ: nedopmanuss Ten NO3BOHKOB, YKOPOYEHHE TpPyOUaThIX KOCTEH,

JUArHOCTH | TOYeYHas KajdbUu(UKaALUs; TMpU3HAKA JAUCTPOPUU KOCTHOM TKaHH;

Ka I'ucronaromornueckoe UCCIIEJOBAHUE: XOHJpOaUCTpOoHUuecKue
NOPAKECHUS;

MonekynsipHO-TeHeTHUECKOE UCCe0BaHne: MyTaiuu B rene EBP.

Jlunoagucrpopusi ¢ JUNOTPOPHBLIM AUAOETOM - COCTOSIHUE, XapaKTepU3yrouieecs

I1aTOJIOTHEH X(PIpOBOﬁ TKaHHW B MCCTC BBCACHHNA MHCYJIMHA.

Otuonorus | PE3UCTEHTHOCTh K HMHCYJIWHY, AHOMAajus HMHCYJIMHOBBIX PELENTOPOB C
METa0OTUYECKUMHU HAPYIIEHUSIMU, X-CUETIJICHHBIN IOMUHAHTHBIH

[Tatorene3 | Jlo HacTosIEro BpeMEHU HE SICEH

Knuanka O6miass WM dYacTHYHas TOTepsl TOAKOKHOTO Kupa. YUpesmepHoe
OTJIOXKEHUE KUPOBOM TKAHU B HEKOTOPBIX YACTAX TeEJa, Yalle BCEro 3TO
auno. Atpodus xkupa. 3aboneBaHue nuabeToM. Pe3UCTEeHTHOCTH K
VHCYJIUHY.

Huarnoctu | buoncusi:  paspactanus ¢GUOpPO3HOW TKAaHU U PE3KOE CHIDKEHUE

Ka BACKYJISIPU3ALHUU TOPAKEHHOTO y4acTKa KOXKHU

Jleuenune BoicokoouunieHHble WMHCYIUHBI (AKTpamuja A03UPOBKA OMpeAessieTcs
WHJMBHU1yaJbHO HA OCHOBAHUM KOHUEHTPAILIMU TIIFOKO3bl KPOBH)
[Ipenapatel uHCyNHMHA 4YeiaoBeK (XyMyJIUMH JO3UPOBKA OIpEAEsieTcs
WHJMBU1yaJIbHO HA OCHOBAHWM KOHIEHTPALIUH TITIOKO3bI KPOBHU)

[Ipodpunak | [lpaBunbHbll 1OAO0Op mpenapata, TO3UPOBKM W BPEMEHU BBEICHUS

THKa CYILIECTBEHHO CHUXAIOT PUCK JUMOJUCTPOPHUHU.
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I'emoduniaus - remopparuueckoe 3a00JI€BaHNE, CBA3AHHOE ¢ HAPYLICHUEM KOAryJIsALHH,

BO3HHUKarouee BeaeAacTsue aepuuuta ¢paktopoB VI unm () IX cBepThiBaHusA KpOBH,

MIpY HOPMaJIbHOW aKTUBHOCTH (pakTopa Bumnebpanna.

Tuner

I'emodumiusg A I'emodunusa B CoueTtaHHas

reMoQuins

ITHOJIOTUA

Myramus B reHax F8C m F9 ma X-xpomocome (Xq28 u Xq27.1-2),

npuBOJUT K neduumrty dpakropos cepTbiBanus kposu VIII u IX.

I'enetnka

X-CUEIUICHHbIA PELECCUBHBIN THI HAaclieI0BaHUsA, PacIpOCTPAaHEHHOCTb
10-14 6onpubix Ha 100000 MyxuuH. [Ipu 3TOM cooTHOIIEHHE TeMOUIUU

A uremodunuu B cocraBnser B cpeaHeM 4: 1

ITaTorenes

Hedbunut daxropoB VIII m IX npuBoAUT K YyBEIMYEHUIO BpPEMEHU

CBCPTHIBAHUA KPOBHU U IEMOPPATrn4YCCKOMY CUHIPOMY.

DopMbl

Tsoxenasi: akTuBHOCTH | CpeHETSIKENAS: Jlerkasi: Oomee 5 w
dakropoB VIII wnu IX | aktuBHOCTEL  (pakTopa | MeHee 50%.

Mmenee 1%; VIII mmm IX 1 - 5%;

Kinauka

B HeonaTtanbHOM mepuojie: KedaaoreMaToMbl, TeMaTOMbI MSTKUX TKaHEH,
KPOBOTEYEHUE U3 MYINOYHOIO0 KaHATHKA.

I'emopparnyeckuii CUHAPOM: MEKMBIIIICYHBIE reMaTOMBbl,
NOCTTPABMAaTUYECKUE KPOBOTEUEHUSI M3 CIM3UCTBIX IMOJOCTH pTa U
KPOBOM3JIUSAHUA B KPYIHBIEC CYCTaBbl, IeMaTypHs, )KeIyAOUHO-KUIIEYHbIE
KpoBoTeueHuss u  kpoBom3nusiuuss B [IHC, kpoBoreueHus u
KPOBOM3JIMSIHUSA  IPU  MNPOBEICHUM  WHBA3UBHBIX  MAaHUITYJISALIHM.
[TocTrpaBMaTnyeckue reMaroMbl W JUIMTEIBHBIE KpOBOTEUYeHHUs. Jlerkas

FeMO(l)I/IJ'H/IH MOJKCT HUKAK HC IMPOABJIATHCA HA IIPOTAKCHUU BCEH JKU3HU.

JlaGopatop
Has
JMarHOCTH

Ka

OAK: moctremopparuyeckasi aHeMHs;

Koarynorpamma: oOiiee Bpemsi cBepThiBaHUA KpoBU yasiuHeHo, AUTB
YIJIMHEHO, TPOTPOMOMHOBOE BpEMsI - B HOPME U TPOMOUHOBOE BpeMsl — B
HOpMe. buoxumuyeckuil aHanu3 KpoBU: akTUBHOCTH (paktopoB VIII mmm

IX menee 50%; HopmabHasg akTUBHOCTH (pakTopa Buinebpanaa, Hanuuue
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uHruouropa k gpaxkropam VIII wm IX.

MonekynsipHO-TeHETUYECKas AUarHocTruka: myranus B reHax F8C u F9

Huddepen- | bone3ns Bunnedpanaa

nuanbHblil | TpomOouuTOnaTUM/TPOMOOIIUTONIEHH

JIAarHO3 bonesnbto Ctroapra-IIpayspa
HacnencrBeHHasi THIIOKOHBEPTUHEMHUS

Jleuenue 3amecturenbHas tepanusi: reMopunus A: FVII B noze 20-40 ME/kr 3
p/uen.; remopunus B: FIX B noze 25-40 ME/kr 2 p/uen.
Nurubutopsl pudbpunonmuza: AmuHokanpoHoBas kuciora 50 - 100 mr/kr
(He Oonee 5 T.) B\B KameJbHO WIM MEPOPAIBHO Kaxapie 6 — 8 4acos.
TpanekcamoBas kuciora 25 Mr/kr 1-3 p/cyT. B/B Wiu mepopaibHoO.
JlecmornpeccuH: B pa3oBoii g03e 0, 3 MKI/KT B\B MJIH TTOJIKOXKHO

[Ipopunax- | IlpenatanpHas auarHoctuka: XopuoHOuoncus 9-14 Ha Henenu

THKA O0epemMeHHOCTH U AMHMOIIEHTe3 Ha 15-17 Henenu.

Mbpbimieynass aucrtpopusi dromenna u bexkkepa - X-CIEIUIEHHBIE PEIECCUBHBIC

3a6OHGBaHI/I}I, C HpOI‘p@CCI/IBHOI‘/JI c1a00CThIO IMPOKCUMAJIbHBIX MBIIIII.

dopma [IM/T dromenHa IIM/] bekkepa

JNOKJIMHUYECKAs - 10 MOSBIICHUS] CHMIITOMOB; CT. 1 - HA MOMEHT
Kiaccudu

YCTAHOBJICHHUS IMArHO3a; CT. 2 - paHHSS aMOyJaTopHas (Xos4as); cT. 3 -
Kalust 1o

no3aHss1 aMOynaTopHas (xos4as); CT. 4 - paHHssI HeaMOyIaTopHas
CTagusIM

(Hexonsgas); CT. 5 - mo3HssA HeaMOyaTopHasi (HeXo1sa4as).

Mytanus rena DMD, xoaupyromiero 6emok AucTpoduH, 9TO MPUBOIUT K
DTHONOTHS

HEKPO3Y U 3aMEIIEHHUIO MBIIIIEYHOU TKAHHU.

Tun HacnegoBaHus - X-CIEIJICHHBIM PEIECCUBHBINA, I'€H KapTUPOBAaH B
I'enernka

perunone Xp21.2-p21.1. Pacipoctpanénnocts 1:5000 HOBOPOKAEHHBIX.

JluctpopuH OTBEUAET 32 COCIMHEHUE IIUTOCKENIETa Ka)JA0r0 MBIIIEUYHOTO
[Tatorenes | BOJOKHA ¢ OCHOBHOM 0a3ajbHOM IJIACTHHKOM uepe3 OCIKOBBI KOMILIEKC.

OtcyrcTBUEe AucTpopuHAa TPUBOAUT K TPOHUKHOBEHHUIO H30BITOYHOTO




71

KaIbLMsI B capkoieMy. Boxa HamoysHSe€T MHMTOXOHAPHHM, KOTOpPBIE
paspeiBatoTCsA. MUTOXOHApPUAIbHAS TUCPYHKIUS NPUBOJIUT K YCUIICHUIO
CTpecca, BBI3BAHHOTO LUTO30JbHBIM-KAIbIUEBbIM CUTHAJIOM U YCUJIEHUIO
IPOU3BOJICTBA CTPECC-UHAYLIMPOBAHHBIX AaKTUBHBIX (OPM KHUCIOPOJA.
Y BennunuBaroTCs MPOSIBICHNUSI OKUCINUTEIBHOTO CTPECCa, KOTOPBIA B UTOTE
OPUBOAUT K CMEPTU KIETKU. MBIlIeUHbIe BOJOKHA ITOABEPIaroTCs

HCKPO3Yy, 3aMCHAIOTCA }KI/IpOBOﬁ 151 CO@HHHHTCHBHOﬁ TKaHBIO.

Haugano

2-5 ner 10-20 net

Knnauka

JIBurarenbHast naccuBHOCTD; | C1aboCcTh M YyTOMIISIEMOCTH TPHU
HEJOBKOCTh; yTomiisiemocTs Tipu | OH, Gonu B Horax u G0Je3HEHHbIE
OH; «yTuHas» MOXO0JKA, «IPUEMBI | MBIIIEYHBIE  CHA3Mbl;  «YTHHAS»
I'oBepca»; wMblmieunbie aTpoduu; | moxonka, «mpuémsl  ['oBepcay;
J0OpAO03,  CKOJIKO3, Aedopmalus | ICEBAOTUNEPTPOOUN HKPOHOKHBIX
TPYAHON KJIETKHW; CHIDKEHHME/yTpaTa | MBI,  arpouu B oOiactu
CYXOXKHUJIbHBIX pedIeKcoB; | Ta30BOTO nosica u  O&xnep;
KapJMOMHUOMNATUA C HAPYLIECHUSIMU | KApAUOMHOIATHS;

putMma; pa3sutue JJH nau CH. TUIOTEHUTAIIN3M, aTPOdUU STUYEK.

Jnarnoctu

Ka

buoxumuueckuit ananu3 kpoBu: mnoBbimieHne KOK (10-100pa3),
MTOBBIIIECHUE TpaHCaMUHA3, TOBBIIIEHUE JIAT.
MonekyIsipHO-TeHETUUECKOe uccieaoBanue: myranuu rena DMD.

NucTtpyMeHTanbHas nuarHoctuka: OMIT -  yMeHblIEHHE, CHH)XEHUE
ammmutyael  [IJIE, mommudasusa, crmoHTaHHas  aKTHBHOCTh  M.B.;
OHMI' - cHmxkenne M-otBeToB; Y3W MBI - NpU3HAKU MBIIIEYHON
nereneparun; KT - usamenennss YCC, putrma, npoBogumoctu; 3XoKI -
cucTtonuueckas  AUCOYHKIMSA,  JIWJATalMsl  JIEBOTO  JKENyAOouKa,

runepTpousi MUOKapaa, METPAIbHAsT PETypruTaIusl.

Jleuenue

Juera, oboramenHas 6eakaMu, MUKpo3JIieMeHTaMu B BuTaMuHamu; JIOK.
Tepanuss I'KC: npegnuzonon - 0,5 Mr/Kr 4epe3 J€Hb, HOCTOSIHHO.

Mertabonunueckast Tepanus: BUTAMUHBI B, D; Q10.
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XUpypruuyeckoe J€YeHHE: KOpPPEKLUHUs KOHTPAaKTyp; CTa0uiIM3anus

ITO3BOHOYHHUKA; TPpAXCO -, raCTpOCTOMHA B TCPMHUHAJIbHBIX COCTOSHUAX.

Cunapom Jlema-HuxaHa - 370 HacieICTBEHHOE 3a00JICBaHKe, C HApPYIIEHUEM 00OMeHa

IIYpHUHOB, M30BITOYHBIM HAKOIJICHUM MOYEBOM KHUCIIOTHI B OopraHu3Me.

Otnonorust | Myrauuu B rene HPRT1 nokann3oBaHHas Ha JUIMHHOM IUIEYE€ XPOMOCOMBI
X B peruoHe Xq26.2-026.3. X- CUEIUICHHBIA pPELECCUBHBIA THI
HACJIEJOBAHUS.

Yacrora 1:380000 >kMBOPOKICHHBIX.

[laTtorene3 | depuuur I'OPT npuBoAUT K HAKOIUIGHMIO B KJIETKaX TIyaHMHA H
TUIOKCAaHTUHA, U3 KOTOPHIX 00pa3yercs Mo4YeBasi KUCIOTa.

Hayano C 3-6 mecses.

Kinanka | CHH)KEHHME MBIIMIEYHOTO TOHYCA, 3aJIepkKKa ICUXOMOTOPHOTO pa3BUTHS,
TUNIEPKUHE3BI, ayTOarpecCUBHOE MIOBEJICHHE, TUIIEPYPUKEMUS,
TIIIOKO3YpHsl, ypaTHasi HeporaTus.

Juarnoctu | KpoBb: MOBBIIEHHOE COAEPKAaHUE MOYEBOW KUCIIOTHI

Ka Moua: noBbIlIEHHAs! SKCKPELHS YPATOB
KT u MPT: arpoduueckue n3MeHEeHUs B TTOTYIIAPUIX MO3Ta
I[I9T: camxenne ypoBHs nodaMuHa, aKTUBHOCTH ()ePMEHTOB OMOCHHTE3a
nobamMuiHa W TOTpeOneHus aodaMuHa KICTKaMH 0a3ajdbHBIX sJIep.
I'enognarnoctuka: myranus B reie HPRT1

Jleuenue [loxxu3HeHHass aueroTepanus (OrpaHUYEHUE NPOAYKTOB, COJAEPIKALINX
IIypUHBI, U YBEJIUYECHHUE KOJINYECTBA OILEIAYMBAOIIUX IPOAYKTOB),
Marypnut nio 2r 3 pasa B AeHb 110J KOHTposieM pH Mouu, AmnonypuHon
ot 3,7 10 9,7 mr kr B cyTkH, baknoden 5 Mr B CyTKH,
Anenosun-L-metnonun 10-25 Mr/kr/CyT

[Mpodumak | Ilpenatansuas JIHK-muarHoctuka mpoOBOAWTCS JKEHIIMHAM W3 TPYIIIIBI

THKa PHCKa HOCUTENBCTBA MYTallU

JanabTOHU3M - 0COOCHHOCTh 3pPEHUS, BhIpAXKAIOMIAsACSI B CHIXKEHHOU CIIOCOOHOCTH WJIU

ITOJIHOM HECIIOCOOHOCTH BUACTH WJIH pa3JiMdaTb BCC WM HCKOTOPBIC IIBCTA.
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Dopmbl

[Tonuei mambToHU3M | [uxpomasus MoHoxpomatus

ITHOJIOTUA

Mytamusa B X-XpoMocomMe U 7-d XpOMOCOME MPUBOAUT K HaAPYILICHUIO

Pa3BUTHUA BETOBBIX KOHYCOB.

I'enetnka

X-CUEIJICHHBIM PELECCUBHBIA TUII HACJICAOBAaHWA IIPU HAPYLICHUU
KpacHOro W/Wiu 3el1EHOM YacTH CIEKTpa; B 7-U XpoMocoMe Ijisi CHHe-

(buosieToBOIl 001aCTH CIIEKTpA.

IIaTorenes

JIrogn ¢ HOpManbHBIM IBETHHIM 3PEHHEM HMMEIOT B KOJIOOUKAaX BCE TpHU
nurMeHTa. Myrtanun B X-XpomMocoMe U 7-H XpoMOocOMe€ BEeAyT K
HapyLIEHUIO TPU Pa3BUTHUM OAHOTO MM HECKOJBKUX M3 TPEX HaOOpPOB
LBETOBbIX KOHYCOB B TJ1azy. Korma oTcyTcTBYeT OIMH WM HECKOJIBKHUX
IIUTMEHTOB WJIM [UIMEHT [PUCYTCTBYET, HO B HEJOCTATOYHOM

KOJIMYCCTBC, BOBHUKAIOT HpO6JIeMI)I C BOCIIpUATHUEM LBCTA.

Kinauka

[IpossnsieTcst B HecrmocoOHOCTH U] PEepeHITMPOBATH IBETA.
AXpoMaTorcus - MOJHOE OTCYTCTBHE IIBETHOTO 3PEHUSI.

YactruHas 1BETOBasl CJIETIOTA: HAPYIIEHHE BOCIPHUSATUS KpPACHOM
(meriTepaHoManusi), 3eJIEHOW YacTH CHEKTpa (IpOTaHOMAalMs), B CHHE-

dbroneToBOM 00JaCTH CIIeKTpa (TPUTAHOMAIIHS ).

Jlmarnoctu

Ka

[Tomuxpomaruueckue Tadauipl Pabkuaa
Tect Wmmxapa: nmroaum, 3peHHE KOTOPHIX HE HMEET aHOMajul, OyayT
BUJIETh HA KAPTUHKAX OJHU UGB, a JATTOHUKH — JAPYyTHE.

OOcnenoBanue ¢ cnoib3oBaHueM aHomajockomna, FALANT-tect

Hud

JIMarHo3

ATpodus CETYATKH, pETUHOTATHH, KaTapakTa, BO3pacTHas

MakynoaucTpodus, nnadeTndeckas HelpomaTus.

Jleuenue

MeTtonamMyu TE€HHOW WHXEHEPUM — BHEAPEHHUEM B KIETKU CETYaTKU
HEJIOCTAOIIMX T€HOB, HCIIOJIb3Ysl BUPYCHBIE YACTHULIBI KAK BEKTOP.

Koppeknus 1BeToBOCIIpUATHUS JIMH3AMUA C HEOJWMOBBIMU CTEKJIAMHU JJIS
O] C TMOHM)XEHHBIM BOCIPUSITHEM KpacHOTo (MpoTaHOMAalusl) H

3eJIEHOrO (JIeTepoaHoManus)
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IMoparpa - pa3BuBaronieecs Npu TUIEPYPUKEMUN CUCTEMHOE TOQYCHOE 3a00JIEBaHKE, C

OTJIIOKCHHUECM KPUCTAJIJIOB MOHOYpAaTa HATPpUA U BOCHTAJICHUCM.

Dopmbl

Ilo 1)ocTphrit 2)MEKIPUCTYITHAS 3)xpoHuyeckas
KJIIMHAYECKOM | OJJarpUYECKH | IToAarpa u | TopycHas
y TEYEHHUIO: W apTpuT; pEeLUAUBUPYIOLIUI rnojarpa.

apTpHT;

[To Teuenuto: | JIérkoe - 1-2 | Cpenneit Ttsbkectu - | Tsxenoe - > 4
npUCTyma B | 3-4 mpucTymna B Toj MPUCTYTIOB B

roja roJ

DTHOJIOTUSA

Mytanuu B 38 nokycoB, ocHoBHbIE: SLC2A9 1 ABCG2.
Tun HacnenoBaHUSI AyTOCOMHO-IOMUHAHTHBIN.

Yacrorta 5-70:1000 (my>xuunsbl), 1-10:1000 (keHIIUHBI).

IlaTorenes

[loBbilieHHEe ypOBHS MOYEBOW KHUCIOTHI Bbie 420 MKMOJB/I,
obpazoBanue kpuctauioB MYH B CcHHOBHANBbHOW JKHAKOCTH H
NPWIETAIOIINX TKaHAX, KOTOPHIE 3alyCKAIOT KacKaJ UMMYHHBIX PEaKIIUil.
[Tpoucxomut (HaromuTo3 KPUCTAILIOB, MOBBIMIAETCS KOHIEHTparus Na B
KJIETKaX, WAET KOMIIEHCATOPHBIM MPUTOK BOABI B ILMUTOIUIA3MY U UX
HaOyxanue, BbeIxon K, wuHOymupyercs axkTuBanus WHOIaAMMacoM,
CUHTE3UPYIOTCS IPOBOCHATUTENBHBIE IUTOKUHBI U XEMOKHHbBI, BO3HUKAET
BOCIIAJICHUE, KIMHUYECKH - OCTPBIM MPUCTYN apTpUTA. XPOHUUYECKUMU

BOCHAJIUTEIIbHBIN IIponccC IpoaoKaCcTCA BHC IIPUCTYIIA.

Hauaso

My:xuunsl - 40+ €T, keHIuHbI - 60+ seT.

Kinnauka

ApTput: 00NeBOM CUHAPOM; MOPAKEHUE TUIIOCHE(ATAaHTOBBIX CYCTaBOB,
pacnpoCTpaHEHUE Ha KPYMNHBIE CYCTaBbl; JIOKAIBHO - MPUIIYXJIOCTD,
TUIIEPTEPMUS, THUIEPEMUS, ACTEHUYECKHM CUHAPOM; TaxuKapaus,
oOpazoBaHue TOQyCcOB; METAOOTMYECKUN CUHAPOM.

XpoHuyeckass — mojarpa:  jaedopmainuu, KOHTPakKTyphl  CYyCTaBOB,
YpOJIUTHA3; TO(YCHI; o0CTpyKIIUS MOYEBBIBOASAINAX MyTEe;

MeTa00IMYECKUN CUHAPOM; KapAHOBACKYJISPHbIE HAPYILICHHUS.
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JIlnarnocTtu

Ka

JlaGoparopHasi: aHaIU3 CUHOBHUAJIBHOM >KUAKOCTU - Kpuctaiisl MYH;
OMOXMMUYECKUI aHAIM3 KPOBU - TUIIEpypuKeMus >420 MKMOJIb/1; oOLui
aHaJIM3 MOYH; Mpo0a 1Mo 3UMHUILIKOMY.

Rg-uccnenoBanue cycTaBoB - TOQYChl B KOCTSIX, BOJM3U CYCTaBOB, 3PO3HUHU
CyCTaBOB, OcTeosu3 3Mu03a, YIJIOTHEHUE TKaHel ¢ Kaibludukaramu (B

3aBUCUMOCTH OT cTaauu); ¥3U nmouek u MOYEBBIX MyTeH.

Jleuenune

HemennkameHTO3HOE: U3MEHEHHE 00pa3a KU3HHU, UCKIIIOUEHUE (PaKTOpOB
PHUCKa; MAJIOYIJIEBOIHASL, MAJIOILyPUHOBAs JUETA.

MenukaMeHTO3Hasi  Tepamusi: MNPUCTYN: KOJIXUUMH - IMmr/ga  jgo
KyIUPOBAaHUS TPUCTYNA, NPeIHu30JoH - 30 MI/cyT A0 KyNHpOBaHUS
npuctyna; ajuionypunoi -100 mr/cyt ¢ nosbieHuemM Ha 100Mr kaxasie 2
HEJl, 10 LIEJIEBOI0 YPOBHSI MOYEBOU KUCIOTHl. MEXIIPUCTYITHBIA NIEPUOL U

XpOHMUECKas nojarpa: ajutonypuHoi - 100 Mr/cyT nocTosiHHO.

CHHAPOM TeCTUKYJSAPHOH (peMUHM3AIUM - HEUYBCTBUTEIBHOCTh TKaHEH OpraHoOB-

MHUIIICHEH K aHAporcHaM, IIpu HApYIICHUH CBHBBIB&I-OH.IG?I CITOCOOHOCTH PEUCIITOPOB

AHJAPOIrCcHOB UJIN IMOCTPCUCIITOPHBIM I[C(l)GKTOM.

OTHOJIOTUA

MyTtanuu rena AR, pacnosio’keHHOTO B X XpOMOCOME.

X-CUEIUIEHHBIN PELIECCUBHBIN THII.

IlaTorenes

N3-3a nHapymeHnuii B CTpykType TeHa AR komupyembii uMm Oesok-
petenitop AehEKTHBIN, B 3aBUCHMOCTH OT THIIA MyTallUid €T0 peakKIus Ha
BO3JICHCTBUE TECTOCTEPOHA U CXOJHBIX C HUM COCIUHEHUN U3MEHSETCS. Y
OOJIbHBIX OTCYTCTBYET UYBCTBUTEILHOCTH K aHAPOT€HAM, OTBETCTBEHHBIM
3a (popMupoBanue Myxckoro peHoruna. [Ipu 3TOM YyBCTBUTEIBHOCTH K
ACTPOreHaM COXpaHEHa, U 3aKOHOMEPHO (HOPMHUPYETCS KESHCKUH (PEHOTHUIT

IIpHU OTCYTCTBHUHU IIPONU3BOJHBIX MIOJIJICPOBLBIX ITPOTOKOB.

Dopmbl

[lonmnast ¢opma - cungpoM Moppuca NOMHBIA OJIOK PEIENTOPHOTO
amnrmapara Y MojHasi HeUyBCTBUTEIbLHOCTh TKAaHEH K BIUSIHUIO aHAPOTEHOB.
Henonnas ¢opma - UCXOIHO HEMONHBIM OJIOK PEUENTOPHOrO ammapara

WJIN CIIOHTAaHHas aKTHUBallKAg 4aCTHU PCUCIITOPOB B HY6epTaTHOM nepruoac
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Kimnauka Myx)cKo THO - MYXCKOM (eHOoTHn Oe3 OTKIOHEHHWM, HO HMeeTcs
MYKCKO€ OecIioiue.
[IpenMy11eCTBEHHO MYKCKOM THUII - U30JIMPOBAHHAS TUIIOCTIANUS BBICOKOM
CTENIEHU W/WJIM MUKPOIIEHHC, pa3/iejeHHass MOILIOHKA.
AMOUBAJICHTHBIH TUN - MHUKPONEHUC, HAMOMUHAIOIIMN  KIUTOD,
paznenéHHas MOILIOHKA, HAIOMHHAIOIIAs TOJIOBbIE I'yObl, MPOMEKHOCTHO-
MOIIOHOYHAs TMIOCTIA NS
[IpeuMyIiecTBEHHO KEHCKUH TUMN - TUIEPTpoPuUs KIUTOpa W/ WU
CpallleHHE TMOJIOBBIX T'yD, YpOT€HHMTaJbHBIH CHUHYC C KOPOTKUM CIIENO
3aKaHUYMBAIOLIMMCS BJIarajluIleM.
Kenckuii Tun - (EHOTUNMHYECKU SIBJSIIOTCS S>KCHIIMHAMH, TPU3HAKOB
BUPWJIN3AIMU HET, 3a UCKIFOUEHUEM YBEINYEHHOTO KIUTOPA.
JlnarHoctH | | M’HEKOJIOTMYECKUN U YPOJIOTMYECKUN OCMOTP - CJIENO 3aKaHYMBAOIIEECs
Ka BJIarajvile, OTCYTCTBUE LIEUKH, HE NAJIBIIUPYETCS MaTKA U €€ ITPUIATKU.
KpoBp - BBICOKMI YPOBEHB TECTOCTEPOHA, YPOBEHb 3CTPAAMOJIA BHIIIE,
YeM Y MY>KUMH, HO HUXKE, YEM Y JKEHIIIUH B HOPME.
VY3U - B Maniom Ta3zy HE BU3YyaIU3UPYETCA MaTKa U SUYHHKU.
I'eHoguarHocTuka - onpenesieHue Mytamui rena AR
KapuotunupoBanue - onpenensarcst My>KCKoi kapuoTurtl - 46 XY
Jleuenue [Tpu monHOM GopMe ABYCTOPOHHEE YAAICHUE TECTUKYI.
[Tpu HemomHOM GopMe - TUTaCTUKA BHEITHUX MOJIOBBIX OPTaHOB.
ITocne Ha3HauvaeTcss MeIMKaMeHTO3Has Tepanus: KnumoaueHn 2mr+2mr 1
pa3 B aeHb, OcreoreHon 830 mr 1 pa3 B CyTKH.
[Mpodmmak | KoHCynbpTalus reHEeTHKA Mepes] 3a4aTUEM IMPU OTATOIICHHOM aHaMHeE3e.
THKa Jlist mpoMIaKTUKKA OCTEOTIOPO3a IPUEM KaJTUIUs U BUTaMuHa /|

MoHoreHHbie HacJeACTBeHHBIE 001e3HN ¢ Y-clenJeHHbIM THIIOM HacJIeJ0BaHUA

Y -xpomocoma HeceT MeHee 100 reHoB. BOIbIIMHCTBO U3 HUX 00YCIOBIMBAIOT Pa3BUTHE

Opra’Hu3ma Mo My»CKOMY THUIy, YY4aCTBYIOT B KOHTPOJIE CLIEPMATOr€HE3a, POCTA TEJIA U

3Y6OB. MYTaI_II/II/I B O3THX TICHAX HAPYIIarOT KOHBIOIallMIO IIOJIOBBIX XPOMOCOM B
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MY>KCKOM Mei03€ U MPUBOIAT K Oecruionuio. OcTanbHbIe T€Hbl YY4aCTBYIOT B KOHTPOJIE
JEeTepMUHALIMM TI0JIa U criepMaToreHesa. Tak, Ha Yxpomocome Haxonsatcs redsl SRY
(sex determining region — onpenaenstomuii monyyactok) u AZF (azocnepmun dakrop),
OTBETCTBEHHBIE 3a TIporpamMMmy MOJoBOM Ju(GEepeHIUPOBKU U CIEPMaTOTEHE3.
MyTtanuu B 11000M U3 3TUX I'€HOB MPUBOJST K HAPYIICHUSIM Pa3BUTHUS SIUUYEK U OJIOKY
CIIEPMATOr€HE3a, YTO BBIPAXKACTCA B a30CIEPMUM. Takue MYXKUYHUHBI CTPAJArOT
OoecruionueM. MyTanusMu B OJHOM M3 TE€HOB, PACIOJOKEHHBIX B Y-XpPOMOCOME,
00yCJIOBJIEHBI HEKOTOPbIE (DOPMBI UXTHO3a, TUIEPTPUXO3.

Atpodus 3putesbHOro Hepsa Jlebepa - mnporpeccupyromasi MUTOXOHJpHUANIbHAs

UTOIIaATHUA, IMOPAKCHUC 3PUTCIIBHOT'O HEPBA, BBITIAJACHNUC HCHTPAJIBbHBIX rnoJjiei 3PCHH.

Ortuonorus | Jlokyc: m. G3460A wmum m. G11778A wmm m.  T14484C,

muroxoHapuainsHon JJHK.

I'eneTnka Tun HaciieqoOBaHUA — MUTOXOHAPHUAIIbHBIN.

Yacrora 1:10000 -50000 yenoBexk.

[Tatorenes | Myrtamuu wmutoxoHnpuanbHoit JIHK mnpuBomsT &  u3buparenbHOU
JIereHepalliy TaHTJIMO3HBIX KJIETOK CEeTYATKU M UX aKCOHOB, 00pa3yroImux
3pUTENbHBIE HEPBBL. [ aHINIMO3HBIE KIETKH CETYATKU THOHYT IO
MEXaHU3MY  MOPOTPAMMHMPOBAHHOM  KJIETOYHOM  CMEPTH, KOTOPBIU
3amyckaeTcsi M30BITKOM TilyTamaTa U PEaKTUBHBIX (OpPM KHUCIOpOJa.
Hapymenus npu atpodun 3puTenbHeIX HEpBOB JleGepa orpaHHUMBarOTCS
IIPEUMYIIECTBEHHO TaHIJIMO3HBIMU KJIETKAMHU CETYATKH C COXPaHEHHBIM

IMUTMEHTHBIM SIUATEIINEM U CJIOS (OTOPEIETITOPOB.

Hauaimo Ot 8 1o 60 ner

Knunuka 1) mocummrTomHasi crtamus; 2) ocTpas (asza: CHIKEHHE 3peHus; 3)
aTpoduyeckas CTaaus: 3peHIE CHIKASTCS IO BO3MOKHOTO MUHUMYMa.
Penko: HapylieHusi cepaedyHOM MTPOBOAUMOCTH, SKCTpAaNUpPaMUIHBIE

CUMIITOMBI, CyJIOPOTH, CaXapHbIil AUa0ET.

HNuarnoctu | Jlabopatopnasi: JIHK-nuarnoctuka myranuu B mutoxouapuaisHoit JIHK.

Ka OcMmotp okynucra: HeT Oonu, otéka J3H, Her sadpdekra oT npumeneHus
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KOPTHUKOCTECPOUJ0B, BOCCTAHOBJICHUC HEBO3MOIKHO.

Hud PerpoOynb0OapHubiii  HeBpuT, UHOUIBTpaTUBHOE  mopaxeHue 3H,
JUarHo3 KOMIIPECCUOHHOE nopakeHue 3H.
Jleuenue Cumnromatuyeckas: KopTekcuH - 10Mr/cyT, kypcom 10 nHel; akTOBETMH

200Mmr/cyT, kypcom 10 mueit; munsramma - 1000g/cyT, kypcom 10 nHeit;
ackopOuHOBas kucnora - 2,0/cyt, kypcom 20 nHEH.

DKcnepuMeHTalbHas: uaedeHon - 900mMr/cyTt; reHHast Tepanusi.

MI/ITOXOH)]pI/IaJ]beIe MHONIATHH - 3200JI€BaHUS MBIIII], KOTOPBIC BO3HHUKAIOT M3-3a

HapyImcHUsA (1)YHKLII/II/I TKaHCBOT'O AbIXAaHUS ITPU MATOJIOTUAX MHTOXOHI[pHﬁ.

ITHOJIOTUSA

Mytauuu  snepuoit  JIHK, komupyromeit paboTy MHUTOXOHIPHIA.

MHTOXOHIIpHaHBHBIﬁ THUII HACJICAOBAHU A

ITaTorenes

[Ipu MyTaluu AIEPHOU JHK MUTOXOHIAPUHU CTaHOBSTCH
HETOJIHOLEHHbIMU, oOpa3yercss HexBatka AT® wu Oomjbiie Bcero B

YCIOBHAX HCAOCTATKA QHCPIUU CTPAJatOT MBIIICYHBIC 1 HCPBHBIC KIICTKH.

Kimauka

Muonatuyeckuii  CHHIPOM, CYJOPOXKHBIE TPHUCTYIBI, MO3KEUKOBAas
aTakcus, HEWPOCEHCOpHAas TYTOYXOCTb, odTarbMonaTus,
o TaJIbLMOIUIETHSI, TITO3, PACCTPOMCTBA TIOTaHUS, HApyIIeHUs pPabOTHI

MIPOBOJISIIEN CUCTEMBI CEPALIA

Jlmarnoctu

Ka

KpoBb: TOBBIIIEHHBIN YPOBEHb MOJIOYHOW KHUCJIOTHI.

buoricus MbIIIeYHOM TKAaHW: MUTOXOHAPHUHM COOUPAIOTCA TIO Kpasim
MYCKYJIbHOM TKaHU, MPUJIaBasl €1 pPBaHbI, KPACHOBATHIN BUJ.
Onextpomuorpadusi:  MEHBIICHHE  aMIUIMTYAbl H  JJIUTEIBHOCTU
PETUCTPUPYEMBIX IMOTEHINAIIOB IBUTATEIbHBIX €IUHUIL
[HutomopdhoaeHCUTOMETPHS: CHUKEHUE YUCIIa OPTaHEeIUT PU YBEITUYCHUU
uX 00beMa, YMEHBIICHHE ONTHYECKOW IUIOTHOCTH TpaHyJ, HapyIIeHUs

(bepMEHTaTUBHON aKTUBHOCTH. [ E€HOAMArHOCTHKA: MYyTaIlus SASPHOMN

JTHK

Jleuenue

Kerorennas nuera

L-aprunun 3-9 r B 1eHb
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OHeprotponHble mnpenapatel (Butamuusl rpynmnsl B, ackopOuHOBas
KHCJIOTa,CXEMa HA3HAYAETCS MHIUBUIYAJIBHO)

AnTukoHByabscanThl ( [nazenam 6-10 Mr B CyTKH)

Cunapom Kepuca-Celiepa - MUTOXOHApHAJIbHAS MHOIATUSA, XapaKTEpU3yeTCs

HU30JIMPOBAHHBIM IMOPAKCHWEM MBIIIL, KOHTPOJIHUPYIOIIUX ABUKCHUS BEK U T'JIa3.

ITHOJIOTUA

Vaanenne Mt/IHK pasmepom 1.3-8kb, nambornee pacrnpocTpaHEeHHBIM
ynanenuem sipysietcst 4.9kb u mpoctupaetcst ot no3unuu 8469 1o no3uiuu

13147 B reHomMe. MUTOXOHpUATIbHBIN TUIT HACJIEAOBAHUS.

IIaTorenes

Mytanua B mutoxoHapuaneHor JIHK mpuBoauT k snuMuHAIuUs Te€HOB
NDS5, ND4, ND4L, ND3, COXIII, npuBoadmias K HapylIICHUIO
KOMIIOHEHTOB [bIXaTEJIbHOM LIENM MUTOXOHJPUM, a TAKXKE IMMUHALMS
npoMexxytounbsix reHoB TPHK, oOycnaBnuBaromias HapylieHue CUHTE3a
6enka. «cnop4eHHbI» reHOM MUTOXOHJPUNA MPOJIOJIKAET KOTUPOBATHCS
B UCKaXEHHOW (opMe NIpU KaKIOM JAEJICHUHU KIETKH. DTO MPUBOAMUT K
HEpaBHOMEPHOMY pACIIPENEICHUI0 NUCHYHKIMOHAIBHBIX MHUTOXOHAPU.
[TockonbKy cpeau ero riaBHbIX (PYHKINUNA — HOpMaIbHBINA SHEPreTHUECKUN
oOMEeH, TO HA4YMHAIOT CTpajaTh T€ OpraHbl, IJ€ 3aTpaTbl SHEPruu

MaKCUMaJlbHbI (HEPBHBIE BOJIOKHA, CEHCOPHAs CUCTEMA, MBIIIIIBI).

Kinnauka

Hawano no 20-nmetHero Bo3pacta. YMEHBIICHHE JBHUTaTeIbHOU
AKTHBHOCTH TJIa3; YXYAIICHUE YETKOCTH 3PEHHUS; MTO3 OJHOTO MM JIBYX
BEK; MHUHUMMH3AIMSA JBVDKCHHH TJIA3HBIM SIOJOKOM JI0 IIOJHOTO HX
orcyrctBus. l[lurmenTtHas peruHomatusa. Hapyumenus  cepaedHoun
IPOBOAMUMOCTH: OOMOPOK, HETEPEHOCUMOCTh (DH3UYECKUX HATPY30K H
Opamukapaus. llepeOpanpHas donaTHas HeIOCTATOYHOCTH. HapymeHus
ciyxa, KOOpJAWHAIIMN JBMKCHHUH; TPOOJIEMBI ¢ TJIOTAHUEM ITHIIH U CITFOHBI,

aTpodus MBI KOHEYHOCTEH. [Ipo0KUTEeIbHOCTD KU3HH 110 24-36 JeT

Jnarnoctu

Ka

[Iporpeccupytoiiast Hapy>Has OPTaTbMOIJIETUs, TUTMEHTHBINA PETUHUT,
aTaKCHsl, UHTCHIIMOHHBIA TPEMOP;

buoncus: «PBaHbIC KPAaCHBLIC BOJIOKHA)» B OononTarax MBIIICYHON TKAaHHU
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[P mprueunon mutoxonapuansHoit JIHK: ynanenne mt/IHK

KpoBb: VYpoBEHb MOJOYHOM KHCIOTBI W IHUPOBUHOIPATHONW KHUCIOTHI
MOBBINIAETCS, yMeHbIIeHHe cooTHOIIeHuss ATD/A1D.

CMIK: noBbllIeHHBIN ypoBeHb Oeika > 1 T1/11, MOBBIIIEHHBIA YPOBEHb

moJiouHou kuciaotrel. DKI': AB-0mokaja

Jud XpoHuYeckasi Mporpeccupyrolias BHENIHsAS 0QTaIbMOIUIETUsl, CUHAPOM
JIAAarHo3 [IupcoHna,
Jleuenue Koanzum Q10 60-120 Mr B TeueHue 3 MecsieB

IIporpeccupyromasi BHelHsAs 0QTaJIbMOILIETHsl - MUTOXOHIpHAJIbHOE 3a00JIeBaHUE

C MCIJICHHO HpOFpCCCprIOHIGﬁ HCBO3MOXXHOCTBHIO IICPCMCIICHUA T'J1a3 U 6p0B€I>i.

Otuonorus | Myraumn ~ mutoxoHapuansHoii  TPHK B Hykimeotume — 3243.
MuUToxoHIpUaIbHBINA TUIT HACJICIOBAHUS

[laTtorene3 | Hapymenuss (QyHKIMM MBI TJ1a3a W TNPUBOAST K HEBO3MOKHOCTHU
JIBUKEHUS TJ1a3, HEBO3MOKHOCTH JABUKEHUS OpoBei

Knunauka | JIByXCTOpOHHMI MNTO3; CHUMMETpUuYHas oQTaabMoOIUierus; ciaabocTh
[JIa30ABUTATEIbHON MBIIIEYHOW TPYNNbl, JIMLEBBIX MBI W MbIIIII
KOHEUYHOCTEN; MITKWE HapyUIeHUs 3peHusi. J{OMOTHUTENbHBIE CUMITOMBI:
HEMEPEHOCUMOCTh (DU3UYECKUX HArpy30K, KaTapakTbl, MOTeps CIlyXa,
HEHpONaTUU CEHCOPHBIX AKCOHOB, aTaKCHM, KJIMHUYECKasl Jemnpeccus,
TUIIOTOHAJIU3M U MAPKUHCOHU3M.

JlnarHoctu | buorcusi: CKOIUIEHUE PaCIIUPEHHBIX MUTOXOHAPUI

Ka [THP xpoBu: mytanus B MT/JHK. MPT: 00beM MbIIIII] HE N3MEHEH

Jud Mpuacrenueit, Oone3np ['peiiBca, okynodapuHreanbHas MBIIICYHAS

JIMarHo3 TaCTpous

Jleuenue Koanzum Q10 60-120 Mr B TeueHue 3 MecCsIIEB.

[1T03 MOXXET OBITH HCTIPABIICH XUPYPTUCH
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9.HACJIEACTBEHHBIE BOJIE3HM OBMEHA AMWHOKUCJIOT

DeHWIKEeTOHYPHUS - aMUHOAIMIO0NATHSA, C HApYLIEHUEM NpeBpalieHus (GeHnIananHuHa

B THPO3MH MW HAKOINUICHUCM TOKCHYHBIX (beHI/IJIKeTOHpOI/ISBOI[HBIX COCI[I/IHCHI/II\/’I,

oOycioBieHHas 1ePuiuTomM HeHIaTaHUHTUAPOKCHUIIA3EI.

DTHOJIOTUSA

[N'unepdenunnananemus OAT-nedpunuTHas (penmnanannn4-
rupokcuiasa) - myranthelii ren PAH 12q22q24.2.
l'unepdenunananunemuss BH4-nepunurnas (tun A) (6-nupyBous-
terparuapo-ntepuncunrtasza (PTPS) - ren PTS 11922.3923.3.
l'unepdenunananunemuss BH4-nepunutnas (tun B) (ryanosun-
tpudochar-uukioruaponasza (GTPCH) — ren GCHI 14q22.1q22.2.
l'unepdenunananunemus BH4-nepumutnas (tun C) (auruapo-
nrepunuu-peaykraza (DHPR) - ren QDPR 4p15.31.
IN'unepdennnananunemust BH4-nedunurnas (tun D) (nTepun-4-
anbpakapouHonamuHaeruaparasza (PCD) — rern PCBD 10qg22.
JNO®A-3aBucumass auctonus BH4-nedurnurnas (cenmantepuH-
penykrasa (SPR) - ren SPR 2p13.2.

[M'unepdennnanannHeMus He-BH4-nedunurnas (J-momen-
coaepxamuii 6enok 1 (JDP1) - ren DNAJC12 10g21.3.

AyTOCOMHO-PEIIECCUBHBIN TUM HACIEIOBAHUS.

Yacrorta

Ot 1:4370 B Typuuu go 1:80500 B Anonun. B PO 1:7000.

IlaTorenes

brnokupoBanue ruApoKCUIMpOBaHUS (EHUIATIAHWHA W TPEBPAIICHUS
€ro B THPO3HH MPHUBOJNT K HAKOIUICHUIO (PEHUITAIAHWHA B OPTaHU3MeE
U  CHIDKEHHe  oOpa3oBaHMs  THUPO3WHA,  Jajliee  aKTHUBAIMS
aTbTEPHATUBHBIX MyTeH MeTabonmm3ma (heHmIaJanuHa ¢ 00pa30BaHUEM
denunmupyBata, ¢eHunanerara, (HEHWIIAKTaTa, OKA3bIBAIOIINX

tokcudeckuii a3 dext Ha [[HC, mapenxumaTo3Hbie Oprassl U JIp.

Dopmbl

Jlerkas dopma (permmananus - 120-360 MKMOIB/1T) - HAOIOACHHE.
Ymepennas ~ ¢popma  (360-1200  MKMONB/T) - YacTHYHAS

FI/IHO(beHI/IJIaJ'IaHI/IHOBaH AUCTA.
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Tsoxenas popma (>1200 MKkMOITB/IT) - cTpOTas queTa.

Knuuauka

@eHoTUII IIPU POKIACHUM HOpMaibHbI. C Ha4aJlOM MOJIOYHOIO
NUTaHUS HEUPOTPONHBIE SAbl Pa3pyIIAIOT MUEITUHOBYIO O0OJOUYKY
akcoHoB. C 2-3 Mec. XHM3HH OTMEYAETCS BSUIOCTh, ITOBBIIICHHAS
pa3IpakUTEeIbHOCTD, 0eCrOKONCTBO, TUIIEPTOHYC MBIIIILL,
runeppedaekcus, 3K3eMaTo3Hasl Chblllb, «MBIIIMHBIA 3amax» MoTa H
Moun. C 6 Mec.: perpecc B MOTOPHOM U ICHXOPEYEBOM pa3BUTHH,
MUKpoliedanus, MO3JIHEE Mpope3blBaHhEe 3y00B, CBETIIBIE BOJIOCHI,
roayOble TJa3a, OJK3eMa, JepMaTUT, (GOJUTUKYISIPHBIA KepaTos,
rHOMHUYKOBbIE MH(eKkuuu. [Ipu OTCyTCTBUUM JedeHHs - YMCTBEHHas
orcramocth  (IQ<50), osnumienTuyeckue  MPUCTYIBI,  aTaKCHA,

TUIICPKUHEC3bI, KOTHUTUBHBIC HAPYIICHUA, TPCBOXKHOCTDL, ACTIPCCCUA.

Jlmarnoctu

Ka

HeonaTaylbHBIN CKPUHUHT - COJEpKaHUEe (PeHMIIaJaHUHA B KPOBHU
Boie 2,0 Mr% (120 MkMob/i);

deHnnalaHuH B IUIa3Me€ KpPOBU (TaHIEMHAsl MacC-CIIEKTPOMETPHS)
6onee 1200 mxmoub/i (20 mr/mn);

MOJIEKYJISIPHO-TEHETUYECKOE HCCIIEIOBAaHUE: MOUCK MyTalluii B TEHE
PAH (cexBenupoBanue no CeHrepy), Aeleuuid U OYIUIMKAlUH reHa
PAH (meton MLPA), mytanuii B rerax PTS, QDPR, GCH1, PCBD1,
SPR, DNAJC12 (maccoBoe mapajiieIbHOE€ CEKBEHUPOBAHUE);
IPOBEJIEHNE HATPY309HOTO TeCcTa ¢ carponTepuHom (20 Mr/kr);

MPT ronoBHOrO MO3ra: MPOTPECCUPYIONINE W3MEHEHUS OeJoro
BEIIECTBA MO3Ta, KAIBIU(PUKATHI,

anekTpodHIehanorpadus: SMUICNTHICCKAS AKTUBHOCTh MO3Ta;

PEHTTEHOICHCUTOMETPHS: OCTEOIIOPO3.

Jleuenue

l'umodenmnananHoBass auera  (MCKIIOYCHHUS  BBICOKOOEIKOBBIX
NPOAYKTOB M 3aMEHa JIeYeOHBIMH TPOAYKTamu) - AdeHunak,
Hytpuren PREMIUM, PKU Amnamukc WMuadant XP Makcameiin;
COMIDA-PKU MD mun ®KVY u ap.
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CanporntepuH (aHanor TeTparuapoouontepuna) ot 2 no 20 mMr/kr/cyr;
JTOTIaMUHEPTrUYECKUE MpenapaThl (KOPPEKIHs
AKCTpaNMPaMUIHOTO CUHpoMa) JieBojomna 10-15 Mr/kr B CyTKw;

xonekanbidepon 1500-4000 ME/cyT nocTostHHO.

[Ipodunakr

HKa

[Ipenatanbublii ckpununr: ¥Y3U minoga npu cpokax 11-14, 15-16, 18-
21, 25-26 u 30-34 Henenu GEPEMEHHOCTH HENEIIH;
MEMKO-TEeHETUYECKOE KOHCYJIbTUPOBAHUE: BBISBIICHUE
reTEPO3UTOTOHOCUTENBCTBA MyTaluii B rene PAH;

KOHCYJIbTUPOBAaHUE JKEHIIMH ¢ TuneppeHwIaJsaHueMuen, mpu
IUTAHUPOBAHUU CEMBbU ISl MPEAYNPEKICHUsT pOXKICHUsS peOeHka ¢

CUHAPOMOM ((MaTepHHCKOﬁ (1)CHI/IJIK€TOHypI/II/I))

Tupo3unemus

MyTalKen reHa

(remaTopeHanbHass THPO3WHEMHs) - 3aboieBaHHe, OOYCIOBICHHOE

FAH, xogupytormiero ¢pepmeHT HyMapuaaneToruapoaasy

OTHOJIOTUA

I'en FAH (c.554-1G>T, c¢.1062+5G>A, ¢.1025C>T (Pro342Leu)
¢.1090G>C (Glu364Gin), KOIUPYIOIIHHA bepmeHT
bymapunaeToruapoiasy kaptupoBad Ha 15g23-025 (14 »K30HOB)

AyTOCOMHO-PEIIECCUBHBIN TUM HACIEIOBAHUS.

IlaTorenes

dymapuianeToryapoiasa InpeBpamaeT THPO3MH B  (Qymapat u
aneroanerar. [Ipu myranuu rena FAH o6pa3yrorcss BHICOKOTOKCHYHbBIE
dbymapunaneroanerar ¥ MaJeWIaleToanerar U MX MeTabOIUTHI -
CYKIIMHWJIAIIETOH U CYKIIMHWJIAIIETOAIETaT, KOTOPbIe OJOKUPYIOT ITUKII
Kpebca u okucnurensHoe QocPopuaupoBaHHe, YTO TMPUBOJUT K
IUPpPO3y  TIE€YCHHU, I[I€YCHOYHOW HEJOCTAaTOYHOCTH, PEHAJIbHOU
TyOynonatuu, TunodochareMruuecKoMy paxuTy, CUHApoMy DaHKOHHU.
CyKnuHHUIANETOH UHTHOHUpYET aMUHOJICBYJIMHATACTUIPATA3Y
(mapymraercss OwocwHTEe3 Tema) - mopdupus, OOIM B IKHUBOTE,

apTepualibHasi TUNIEpTEH3Us, nepudepruyeckas noIuHEeHponaTus.

Yacrtorta

1:100 000 - 120 000. B Kanane 1:1846, B UeueHCKOM pecITyOIuKe -
1:16020 ¢.1025C>T (Pro342Leu)
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Octpass ¢opma: Havamo B 2-3 MeC JKHM3HHU, JIUXOPajaKa, pBOTA,
00€3BOXKMBaHUE, TUapes, aACIUT, TeNaTOCIUICHOMETallusl, JUHAMUYecKast
HEMPOXOJUMOCTh  KHIIICYHHMKA,  JKeATyXa  (OCTpBIM  TemaTwur),
KEIYZAOUYHO-KUIIEYHOE KPOBOTEUEHUE, 0e30€IKOBbIE OTEKH, aHacapka,
KPOBOTEUEHHUSI 32 CUET CHIKCHUS OETKOBO-CUHTETHYECKON ()YHKIIUU
NEYEHHU, «KAMMyCTHBIM» 3amax Teja; THUIEPrujipo3, THUIEepPECcTe3us,
3ajiepkKa (PU3UYECKOTO pa3BUTHSI,

Xponudeckast ¢opma: Hayano 3-4 roja, KIMHHUKA OCTpPO (opMbl U
3aiepKKa pocTa, CMEHbl 3y0OB, paxuTOnoa00HOe 3aboJieBaHUE
BCJICJICTBUE TSDKEJIOW TyOynomnatuu; nepudepudeckas HeHpomnaTus,
OCTpble  a0JIOMUHAJIBHBIC KPHU3BI, «TUPOZUHEMHUYECKHE»  KPH3HI,
KOTOpbIE TPOBOIUPYIOTCS TPUEMOM BBICOKOOEIKOBOW THIU U
CONPOBOXKIAAOTCSA JTIUXOPATKOM, PBOTOM, WHTOKCHKALIMEH;

KapaAUOMHUOIIATHA U apTCpUAJIbHAA TUIICPTCH3U .

Jnarnoctu

Ka

TangeMHas Macc-CIEKTpOMETPHs. CYKIIMHUJIAIIETOH B MOY€ M KPOBHU
BhItie 0-2 MM/moib, Tupo3uH Bhimie 200 MKMoJb/1.
Anbda-dperonporenH kposu y nereit ot 0 1o 3 mec. Boime 1000 Hr/mi;
B 3 Mec - 18 jer BhIe 12 Hr/mi.

I'enetnyeckoe wucciaenoBanue: Myrauuu reHa FAH (c.554-1G>T,
c.1062+5G>A, ¢.1025C>T (Pro342Lecu) c.1090G>C (Glu364Gin).
OneHKa KpPOBETBOPSHHMs, BOCHAIMTCIBHBIX IPOIIECCOB, COCTOSHUS
BHYTPEHHUX OpPTraHOB, WH(EKIMOHHBIX OCIOXHEHUN, HYTPUTHBHOTO
craryca nanveHTta (aHamu3 kpoBu, mouu, Y3U, KT, MPT OpromHoit
MOJIOCTH M TIOYEK, TYIUICKCHOEC CKaHUPOBAHHUE COCYJIOB MCUEHH, TTOYCK,
cene3eHkH, dnactorpadus IEYEHH, XOJaHTHOIaHKpeatorpadus,

cruHTUTpadus MOYeK, renaToOUIUCITUHTUTpadus,

JleueHnue

JlueroTepanusi ¢ OrpaHWYCHWEM THPO3WHA W  (eHWIAJaHHHA
noxuszneHHo (Hyrtpuren-tyr-phe, TYR Anamukc Hudanr. XPHEN,
TYR Tupo3uaon).




85

[Marorenetnueckass Tepanus - Hutu3uHOH (NTBC, 2-(2-mHutpo-4-
TpudaroopomeTundoeH3omn)-1,3-nuknorekcaneuon) 1-2 Mr/kr/cyr;
Tpancnnantanus nedeHu. Henb3s: mnapaneramos, aMOKCHIIWIIIUH,

Anas3cCiiaM, BaJbIIPOCBaA KUCJIOTA

Hud.

JINartHo3

HuromeranoBupyc, OnmteiiHa-bapp Bupyc, repnec 1, 2 u 6 TUMOB,
TORCH wun@exuuu, ramnakrozemus, ppykrozemusi, 6ose3nbr Humanna-
[Muka, BunbcoHa, HEOHATaIbHBI TeMOXpPOMATO3, reMo(arouTapHbIi
AMM(GOTUCTUOLUTO3, MUTOXOHJApHUAIbHAS LMUTONATHUS, OTpaBICHUE
rpubaMu, JIEKapCTBEHHBIMH  CpPEJICTBAMM, IIUCTHHO3, [OYEUHbIN

KaHAJIBIEBBIN anu103, cuHapoM dankoHu, runodocdarasusi.

[Iporuos

90% mnarnueHToB 0€3 JICUCHHS] U TPAHCIUIAHTAIIUU MEUYCHHU MOTHOAIOT B

Bo3pacte 10 10 mer.

[Tpodunakt

HKa

IIpenaranbnas nuarnoctuka: JIHK-mmarHoctuka Owuomnrata BOPCHH
xopuoHa Ha 9-11 Henene W/UiU KIETOK aMHHUOTHYECKOHN KUIAKOCTH Ha
20-22 nenene OEpeMEHHOCTH, aKTUBHOCTH (hyMapuialeToruaposIasbl,
CYKIIMHUJIAIIETOHA METO/I0M ra30BO-XHIKOCTHON XpomaTorpadu,

MacCC-CIICKTPOMCTpPHUHU B aMHHOTHYECKOM KHNIKOCTH.

AJIKANITOHYPHSI - HEJIOCTATOYHOCTh TOMOT'E€HTH3AT-1,2-TMOKCHUTeHAa3bl, PUBOISIIAS K

HAKOIUIEHUIO ITPOAYKTOB paciajia THPO3UHATOMOT€HTU3UHOBOW KUCIIOTHI.

OTHOJIOTUA

MyTtanus reHa OKCHIa3bl TOMOreHTH3MHOBOM kuciotsl (HGD),
JIOKAJTM30BaHHBIN Ha JTTMHHOM Iutede 3 xpomocomsl (3q 21-23).
HNedbunur  pepMeHTa  roMOreHTHM3WHa3bl  (TOMOTEHTH3WHOBOM
OKCHa3bl) MPHU PACIICTITICHUU TUPO3UHA U (PeHIIIaTaHUHA.

AyYTOCOMHO-PELIECCUBHBIN TUI HACIIEIOBAHUS.

Yacrtorta

OO6memMupoBas 9acToTa BCTPEYACMOCTH IKANITOHYPUU OIEHUBACTCS B
I cmywan na 250 000 — 1 000 000 wuyemoBexk. B Poccum

3apErucTPUPOBAHO 57 ciaydyaeB 3a00ICBaHUA.

IlaTorenes

B HOpME TOMOTEHTU3MHOBAS KHCJIOTAa O JIEICTBUEM

FOMOTE€HTU3UHA3bl TpaHCHOPMUPYETCS B  MaJCUIALETOYKCYCHYIO
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KHUCIIOTY W Jlajiee pacCIICIUISIeTCsl 10 aleTOYKCyCHOM u (ymapoBoii

KHCJIOT, KOTOpPBLIC YYaCTBYIOT B IOCICAYIOIINX OMOXMMHYECKHX

nukiax. Jlepuuur ¢depMeHTa - TOMOTEHTH3WHOBAs KHUCIOTa HE
noJiBepraeTcsi JanbHeiieMy MeTaOonu3My - MpeBpauiaeTcs B
XUHOHOBBIE  TONH(EHONbl  (MUTMEHT  ajJKamnTOH),  KOTOphIE

HaKaIlIuBarOTCAd B COCIUHHUTCIIBHBIX TKaHAX MW B 0OIBIINX

KOJIMYECTBAX IKCKPETUPYIOTCS ¢ MOUOH (/10 4-8 T B CYTKH).

Knunauka

Havano B Bo3pacte 40 J5er: maroyiorusi CyCTaBOB KOHEYHOCTEH H
MO03BOHOYHKKA M OKpaIIMBaHUE XPSIIEBbIX TKAHEH, CKIIEpP, CIU3UCTHIX
000JI0YEK B OXPHUCTOXKEITHIN I[BET (OXpOHO3); MEPHOIUUYECKHE OONU U
TYTrOMOJIBH’KHOCTh B TIOSICHUYHOM OT/IeJI€ MO3BOHOYHUKA, KPYIHBIX
CycTaBax; YIOPHBIA pEAKTHBHBIM CHHOBHUT KOJICHHOTO CYCTaBa;
Kanblu(pUKAIUs  MEXIO3BOHOYHBIX  JIUCKOB; B  CHHOBHUAJHHOM

KUAKOCTU KPUCTAITNIMNICCKUC MACChl TCMHO-KOPHUYHCBOT'O IIBCTA.

Jlmarnoctu

Ka

Onpenenenue ypoBHS TOMOT€HTU3MHOBOM KHUCIOTBI B MOYE C
NOMOIIBI0O  Ta30BOM  XpomaTtorpadum U TaHAEMHOM  Macc-
criektpomerpun (BpICTpoe TOTEMHEHHME Ha CBETY MOAIIEIOUYCHHOMN
MOYM  BCJEACTBUE  OKHUCJIEHUS TOMOTE€HTU3MHOBOM  KHUCIIOTHI.
[losiBneHus: OpaHXEBOrO OcCajaka Cpeau TPSA3HO-OYpod >KUAKOCTH
MIOCJIE PEAKIIMHA MOYM C PEaKTUBOM beHenunkra.);

MonekynsipHasi JMarHOCTUKA - BbIsIBJIeHUE MyTanuii B rene HGD.
KoMIbloTepHas ToMorpaduss u MPT s Budyanuzanuu mOpakeHus
cyctaBoB, DKI' u OxoKI" y nauuentoB crtapuie 40 net, a Takxke Y3U

OPIOITHOM MOJIOCTH.

JleueHnue

Coburoiernst HU3KOOEITKOBOU TUETHI.

HutucunoHn - mpenapar s gedeHus: Tapo3uneMuu | tuna (moaaBisiet
peBpalieHue TUPO3UHA B TOMOTE€HTHU3MHOBYIO KHUCJIOTY, TEM CaMbIM
CHUXKas €€ BbIBEJIEHUE C MOuOoil Oosnee uem Ha 95 %. DTo NpUBOIUT K

YMCHBUICHHUIO OXpOHO3a " 3aMCAJIICT IporpeCCupoOBaHuC
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3a00JIeBaHu).

C penbio ynydiieHHss MeTadoiu3Ma TUPO3MHA MpPH AJKANTOHYpPUU:
NOKa3aH npuem BUTaMUHA C, HECTEPOUTHBIX
IPOTHUBOBOCIIAIUTENIHBIX CPEICTB, CHa3MOJIUTHKOB,
XOHJIPOIIPOTEKTOPOB, BHYTPUCYCTAaBHOE BBEJEHUE T'HMAPOKOPTHU30HA,
THATYPOHOBOM KHCIIOTHI.

banbneodpusnorepaneBTUUECKUE MPOLEAYPHl (PaJOHOBBIE BaHHBI,
rpssesnedeHue, napauHOBbIC ANMUIMKALIIM).

OpTonenoXupypruueckoil  KOppeKIuu  —  3HAONPOTE3UPOBAHMUS
KOJICHHBIX, Ta300€IpEeHHBIX WU MJICYEBBIX CYCTABOB.

[IpoTe3npoBanre MUTPAIBHOTO WM A0PTAJIBHOTO KJIallaHa.

JleiimHo3 (00JIE3Hb «KJIEHOBOTO CHPOTIA») - KETOALMIYPHSI, B PE3yJIbTaTe HAPYUICHUS

OKHCJIIHUTCIBHOI'O JICKap6OKCI/IJ'II/IpOBaHI/I$I IMPpOAYKTOB IMPCBPAIICHUA HGfIIII/IHa, BaJIMHa "

U30JIeHIIMHA (KETOKUCIIOTHI).

OOGycnoBriena MyTanusMu B reHax, koaupyrommx El, E2 u E3
KOMITOHEHThl ~ KOMIUIEKCAa  (epMEHTOB  JeruaporeHasbl  aibda-
KeTOKUCIOT ¢ pas3BerBieHHoW nenbto: reH BCKDHA (Eloa-

cyObeIMHMIA) JIOKAIM30BaH Ha JUIMHHOM IUI€Ye XpOMOCOMBI 19

Otuonorus | (19913.1-q13.2); res BCKDHB (E1B-cyObeaunniia) - Ha KOPOTKOM
mwiede xpoMocoMbl 6 (6p22-p21); ren DBT (E2-npotenH) — Ha
KopoTkoM mieue xpomocombl 1 (1p31); ren DLD (E3-npoteun)- na
JUTMHHOM TI11ede 7 xpomocombl (7q31-032).
AyTOCOMHO-pPELIECCUBHBIN TUIT HACJIEIOBAHUSI.
1:90 000 — 120 000. B CIIIA 1 : 180 000 HOBOPOXXIECHHBIX, CpEIU
Yacrora
MEeHHOHUTOB B mTate [lencunbBanus — 1 Ha 176 nerent.
Hapymenne oOMeHa W HakomieHHEe B OHOJOTUYECKUX JKUIKOCTIX
AMUHOKHUCJIOT C Pa3BETBICHHOM IIETBIO, & TaK KE UX MPOU3BOIHBIX — 2-
[Tatorenes

OKCO-M30KAIPOHOBOM, 2-TUAPOKCH-U30KAITPOHOBOM, 2-0kco-3-

METHJIBAJIEPUAHOBOM, 2-0KCO-A30BAIEPUAHOBOM, 2-TUAPOKCHU-
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U30BaJIEPUAHOBOM M 2-TUJAPOKCU-3-METUJIBAJIEPUAHOBOM  KHUCJIOT.
OcHOBHOI1 HelipoTokcHueckuil 3 (PeKT 00yCIOBIEH BEICOKUM YPOBHEM
NeWllMHAa U ero MeTaboauToB. Bojbllyl0 posib B MATOreHE3e UIpaeT
KETOaIU103, OCMOTUYECKAsl IUCPETyJIALMs, TMIOHATPUEMHUS, OTE€K U
aTpodus TKaHU MO3ra, BTOpHUYHAS rUIepaMMOHUEMHUS,
HEJOCTAaTOYHOCTh TJIFOKOHEOT€HE3a M TUIOTJIMKEMUS, a TakkKe
TuchyHKIUSA MUTOXOHIPHUAILHON JIbIXaTeJIbHOU nenu u

OKHUCJIMTENBHOTO (hochopriInpoBaHUs.

Knunauka

PBOTa, 3dalax MOYH, HAIIOMHWHAIOOICTO 3dllaX KJIICHOBOT'O CHpPOIIa WJIN
OTBapa OBOIIICI\/i, CBSI3aHHBIM C OOJIBIIIMM KOJHYECTBOM BBIACITACMBIX
KCTOKHUCIIOT: JICI\/iIII/IHa, BaJIMHa )41 HSOHeﬁHHHa. HapymaIOTcsl
CYXOJKHJIBHBIC pe(l)JIGKCLI, TMIOTOHUA MBI, T'CHCPAIN30BAHHBLIC U
O4YaroBbIC Cyaoporu, HM3MCHCHHC pPHUTMaA [AbIXdHUA, OTMCYUACTCA

YMCTBCHHAA OTCTAJIOCTh.

Jlmarnoctu

Ka

Uccnenosanne: KOC u ra3oB kpoBu (MeTa0OJINYECKUNA KETOALIU03),
YpOBHSI TJIIOKO3bI B KpOBHU (THUHoriaukemus), ypoBHs Na B KpoBu
(rumoHaTpUeMHusi), ypOBHS MOJIOUHOW KHCIIOTHI (J1aKTaTa) B KPOBH,
YpOBHSI aMMHaKa B KPOBH (TMUIIEpAaMMOHUEMHUS ), KETOHOBBIX T€Jl B MOYE
AKCIIPECC-METOJIOM,

KOMIUIEKCHOE  ONpENENICHHE  KOHUEHTpPAllMKM  aMUHOKHCIOT U
AlMJIKAPHUTHHOB B KPOBU METOJOM TaHIEMHOW Macc-CIEKTPOMETPHH,
KOMILIEKCHOE OTPEJIENIEHUE COJEPKaHUSI OPraHUYECKUX KUCIOT B MOYE
ananu3 reioB BCKDHA, BCKDHB, DBT u DLD BceM manueHTaM ¢
KJIIMHUYECKUMH U OMOXUMUYECKUMHU MPOSBICHUSAMU JIEUIITHO3a

MPT ronoBHoOro mo3ra, Helipoconorpadusi, Y31 OpromHoi moirocTu

JleueHnue

JlueroTepanusi ¢ orpaHuyYeHHEeM Oejka, J00aBIICHHE H30JICHIIMHA |
BaJIMHA C TOMOIIBIO MOHOJ00aBOK COOTBETCTBYIOIIMX aMHUHOKHCIOT
BCEM TAIMEHTaM C JIEUIIMHO30M C I€JIbI0 BOCIIOJHECHUS UX JepUIINTA

Tepanusi >NUAECOTUYECKUX MPUCTYIIOB ¢ WHAUBUAYAIBHBIM MOJ00POM
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IPOTUBOCYIOPOKHBIX MPENAPATOB MALUEHTAM C JIEULIMHO30M,
neBOKapHUTHH SOMI/Kr/cyT (B 2-3 mpuema B TEUEHHE CYTOK) - C LEJbIO
YCUJICHHUS CBSI3bIBaHUS META0O0JIUTOB aMUHOKHCIIOT,

HayajbHas Jgo3a TuamuHa coctaBiaser 50-200 mr/ cyT, KOTOpYO
NalyeHT nosyyaeT B TeueHue 1 mec ¢ onenkoit BCAA B miazme u/unu
TojiepaHTHOCTU K nuetndeckuM BCAA (B kadecTBe KO(akTOpHOM

TCparunu € UCJIbI0O CHUKCHUA YPOBH:A J'Iefll.[HHa B l'IJ'Ia3Me)

HeonartanbHblii CKpHUHUHT; KOHCYJIbTallUs Bpaya-reHETHKA;

o0cieloBaHUE POJAUTENEH C LEJIbI0 BBISBICHHUS TIE€TEPO3UTOTHOTO
[Ipodunakr

HOCUTEIBCTBA pPAHEE BBIABICHHBIX MYTAMd C MOCIEAYIOIIUM

uKa

UCIIOJIb30BAaHUEM  PEe3yJbTaTOB O0CJIeNOBaHUA TPU  MPOBEACHUU

NpeHaTaIbHON AUArHOCTUKU U MPEUMILUIAHTAMOHHON AUArHOCTHKHU.
AJabOMHU3M  (TVIa3HO-KOKHBIM) - gedekr cuHTe3a (epMeHTa TUPO3HHA3HI,

H€O6XO,III/IMOFO JJIs1 HOPMAJIBHOT'O MGHaHI/IHO6pa3OBaHI/IH. B couerannu ¢ IMOpAaAKCHHUCM
Pas3JIMYHBIX OPraHOB W CHCTCM (bopMpreT HCCKOJIbKO HACJICACTBCHHBIX CHUHIAPOMOB

(ITunmpxoBckoro-Maproinuca, Baapaenoypra-Kineitna, Uenuaka-Xuracn).

Myranus rena alb-OCA1, mokaqau30BaHHOTO HA JJIMHHOM Tiede 11-i
DTHOJIOTHS | XPOMOCOMBI.

AyTOCOMHO-PEIIECCUBHBIN TUM HACIEIOBAHUS.

1:17 000. Hawubonee pacmpocTpaHeH aJbOWHU3M CpEIu KUTENEH
Adpuknu. Bce Tumbl 171a30-KOKHOTO albOMHU3MA HACIEAYIOTCA TIO
Yacrora.
ayTOCOMHO-PEIECCUBHOMY THITy, TJIa3HOW anbOMHU3M HMeeT X-

CHOCINNICHHOC PCHCCCUBHOC HACICAOBAHUC.

I'en komupyeT mocCiIenoBaTeIbHOCTh (DEPMEHTA THPO3WHA3BI, W TIPH
NONSENSe-MyTausIX €ro MPoOMU3BOJICTBO B OPraHU3ME OCTAHABINBACTCS,
IlaTorenes
CHHTE3 MEJaHWHA MPEKpallAeTCs, YTO W CTAHOBUTCS MPUYUHOU

TSKEJIOTO TJIA30K0KHOTO allbOMHHU3MA.

I'mazokoxHbIil anpOuHU3M TN 1A - nonsense-myrtanus reHa alb-
Dopmbl
OCAI1, KoTOpast «BBIKIIFOYAET)» €r0 IKCIPECCHIO.
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I'ma3okoxHbiii anpOuHU3M TN 1B - Myrtanus rena alb-OCAIl, npu
ATOM JKCIpPECCUsi BO3MOXXHA - CHHTE3UpYyeTcd ACPEKTHbIA (pepMeHT
TUPO3HMHA3a C Pa3HOU CTEIEHBIO AKTUBHOCTHU.

['a30k0XHbIM albOMHU3M THI 2 - MyTalus T'eHa, Koaupymoiero P-
O€JIOK, SBJSIOIIMHCA SJIEMEHTOM MeMOpaHbl BHYTPHUKIETOUYHBIX
MeJIaHOCOM. B pe3ynpTare TpaHCIIOPT TUPO3MHA B KIETKE HAPYIIAETCS,
U CHUHTE3 MEJaHWHA HE MPOUCXOAUT JAaXe TMpPU HOPMaJIbHOU
AKTUBHOCTHU TUPO3UHA3BI.

['ma3okoxHblii anbOuHU3M Tun 3 - myrauus reHa TRP-1, xoTopsiii
KOHTPOJUpPYeT 0Opa3oBaHHe H>yMenaHWHA. BcTpewaeTcss TONBKO Y
apUKaHIIEB, BBI3BIBACT PA3BUTHE KOPUYHEBON OKPACKU KOXKH M BOJIOC
U yMepeHHbIe 0()TaTbMOJIOTHYECKUE HAPYIIICHHUS.

['ma3Hol anbOMHMU3M PELIECCUBHBIM M CBA3AHHBIM ¢ X-XpOMOCOMOH -
myTanus reHa GPR143, orBeyaroiiero 3a BHyTPUKIECTOUHYIO TIepeiady
uH(dOpMaIIUH.

AYyTOCOMHO-PELIECCUBHBIA TJa3HOM anbOMHHU3M - €ro He YAalloch
CBA3aTb  C  KOHKPETHBIMH  TE€HETMYECKMMHM  HApYyLICHUSMM.
[Ipennonaraercs, Yro 4YacTb SBISETCA TJa3HbBIMU  (opMaMu

TJIa30K0KHBIX TUIIOB IaTtoJjioruu — 1B u 2.

ToranpHasg JENMUIMEHTAIMA KOXKM, Bojioc, Twa3. Koxka OOJBHBIX

PO30BO-KpaCHas, HC 3aropacrtr, OTCYTCTBYIOT HCBYCbI, ITMI'MCHTHBIC

Knuanka | msTHaA, HUCTarM, CBeTOOOS3Hb, KPACHBIN 3paukoBbIil pediekc. OcTpora
3peHns  cHWKeHa. CHIDKEHa PE3UCTCHTHOCTh K  MHQEKIHsIM,
AMUJICTICHS, OeCIUIOANe, paK KOXKH.
OO6muii ocMOTp: O€Nble WU CBETJIBIE BOJIOCHI; KOXKa; CBETIO-CEpEHIE,
CBETJIO-TOYyOBIE C PO30OBBIM OTTCHKOM TJla3a; KOCOTJIa3HWe, HUCTarm

Jlnarnoctu
(HEempPOU3BOIBHBIE OBICTPHIE ABUKEHHUS TJIa3).
Ka

Koncynpranus u ocmotp odranbMorora.

Buszometpus (onpeaeneHre ocTpOThl 3pEHUs).
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Od¢ranpmockonust  (rnasHoe aHO). Ilpu 3TOM  OOHapyx’uBaercs
TUTMONMUTMEHTAIUs  (YMCHBIICHUS  WJIM  OTCYTCTBHSI ~ TTMTMEHTA
(OKpallIMBAIOIIETO BEIIECTBA)) IJIA3HOTO JTHA.

buomukpockormuu  (OCMOTp  TJla3  TOA  YBEIWYCHUEM M
JOTIOJTHUTEIBHBIM ~ OCBEIICHHEM C  IOMOIIBI0  CICIHAIBHOTO
ONTUYECKOT0 MpUOOpa - MIeJICBON JTAMIIbI).

DnexTpopeTuHoOrpadusi: PETHCTpaIvs SJICKTPUUCCKUX CHUTHAIOB OT
CEeTYATKU K MO3TY IS ONpeaesieHUs TJIa3HOW (DOpPMBI aahLOMHHU3MA.
XVWMHYECKOE UCCIICIOBAaHNE JIYKOBHUIIBI BOJOCA Ha THUPa3WHA3Y
(ompenensier Hannuue (epMeHTa THUpPa3WHA3bl U THI albOMHU3MA).
Ananmu3 JIHK (¢ moMoImipto crienuaibHbIX TECTOB MOKHO OOHAPYKUTh
reH anpOnHM3Ma). Bo3MoOXHA Takke KOHCYJbTAIUs JAepMaToJiora,

MCOUIIMHCKOI'O 'CHCTHUKA.

Jleuenue

TpaIII/IHI/IOHHBIG MCTOAbI JICUHCHUC aTpOMHM3Ma HGG)(i)(i)GKTI/IBHBI.
PGKOMGHIIyeTC}I HUCIIOJIB30BATh PA3JIMYHBIC CpPCACTBA 3allUTbl OT

yIbTPadUOIETOBBIX JIYUEH.

T'omoumcTuHypHusl - reTeporeHHasi Tpylnna HacJEICTBEHHBIX 3abojeBaHuUl oOMeHa

BCIICCTB, OTHOCAIIAaACA K aMHUHOaAIUuAOIIaTUuAM, O6YCJ'IOBJ'IGHH35I HapYyIICHHUCM

MeTaboIu3Ma CepoCoIePXKAIIUX AMUHOKHUCIIOT, B IEPBYIO OYEpe/Ib METHOHUHA.

BreisBana gedunmrom  ¢gepmenta 1ucraTuoH-B-cuHTazsl  (CbS),
y4acTBYIOIIET0O B  MIpeo0pa3oBaHWM  METHOHWHA B  IHUCTEHH,

IMPOABIIACTCA IIpu HaJIn4un T'OMO3HUI'OTHBIX NI KOMIIayH -

OTHoNO0THUs
reTEepPO3UTrOTHBIX MyTanuii B rene CBS, nokann3oBaHHOM Ha JJIMHHOM
mede xpomocomel 21 (21g22).
Tum HacnegoBaHKS ayTOCOMHO - PELIECCUBHBIN.
Ot 1:58000 mo 1:335000 HoBOpoxIeHHBIX. Bbicokas udactora B
Yacrora |crtpanax bmmxnero Bocrtoka. Takx, B Karape cpennss wyacrora

coctaBiigeT oT 1:1 800 mo 1:8 000 yestoBek.
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IlaTorenes

BcenenctBue HEAOCTATOUHOCTH LUCTATHOH-B-CHHTAa3bl HaApYIIAECTCS
UK [peoOpa3zoBaHus (METUIUMPOBAHUS UM JEMETUIUPOBAHUA)

cepocoiepKalle aMUHOKUCIIOTHl METHOHMHA.

Dopmbl

Knaccuueckass ¢opma oOycrnoBieHa ae@UIIMTOM LHUCTaTHOHUH-[-
cuHTaszbl. Paznmuuaror 8 ¢GopM rOMOIMCTUHYPUU B 3aBUCUMOCTH OT
dbepMenTa, AePUIUT KOTOPOTO BHI3BIBAET MPOSIBICHUS OO0JE3HH,
accouuupoBaHHbeie ¢ mytauusmu resoB CBS, MTHFR, MMACHC,
MMADHC, MTRR, LMBRD1, MTR u ABCDA4.

Kinnauka

Knaccrueckass TOMOIMCTUHYpHUS JEOIOTUPYET B MEPBBIC OBl JKH3HHU,
oCTalibHbIC (POPMBI TPOSIBIISIFOTCS Ha IEPBOM-BTOPOM JACCATHIICTHSX
xu3Hu. Pogutenu pebGeHka oOpamiarorcs C kamodamMu Ha 3aJepiKKy
UHTCIUICKTYaIbHOTO W TICMXOMOTOPHOTO  pa3BUTHS, CKCJICTHBIC
nedpopmanuu  (BaJIbTYCHasi ~ YCTAaHOBKAa  KOJICHHBIX  CYCTaBOB,
KU(OCKOMMO3bI,  HApYIIEHUS  OCAHKH, BOPOHKOOOpa3Hasi  WJIHU
kuneBuaHas nedopmarus rpyaHoi kineTku). [lo mepe pasBuTus
3a00eBaHusl HaOMIOAAIOTCS KapJIUOBACKYJISpHAsl IMATOJIOTHS, YacThie
nepenomMel (y JeTeil cTapiiero Bo3pacTa) W pas3IMuHbIe IMaTOJOTHUU
IJIA3HOTO  ammapara:  cyOirokcamuss  (4JaCTUYHOE  CMEIICHHE)
XPYCTAJIMKOB, YaCTO OCJIOKHSIOMIAsCS BTOPUYHON TI1ayKOMOW, MUOTIHS,
atpodus 3pUTEIBHOTO HEpPBa, KaTapakTa W OTCIOWKa ceTyaTKd. Y
MAIMEHTOB MOTYT BO3HUKATh TPOMOO3bI, KOTOPHIE CTAHOBSTCS TJIaBHOM
NpUYMHON MHpApKTa MUOKapa WA UHCYIIBTA.

HepBHuas cucrema: 3a7iep’kka ICHXOMOTOPHOTO Pa3BHUTHsI, YMCTBEHHAs
OTCTaJOCTh, TApe3bl, MAPATWYN, HAPYIICHUS TOXOJKH, WHCYIBTHI,
CYJIOpOTH.

Cepaeuno-cocyaucrass ~ cuctema:  TpoMOO3bl,  TpoMOOIMOOIHUH,
WH($APKThI, HHCYILTHI, TPOJATIC MUTPAITBHOTO KIIallaHa.

Kocthnast cucrema: pedopManus TPYyIAHOH KIETKH, HCKPUBJICHUE

IMO3BOHOYHHKA, OCTCOIIOPO3, IICPCIIOMEIL.
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I'maza: wmwmonms, T1yIaykoma, TIIOABBIBUX XpYyCTajluKa, KaTapakTa,
OTCJIOMKA CEeTYAaTKH, aTpO(usl 3pUTEIbHBIX HEPBOB

JIpyrue cucteMsl: IpblKM, HAaHKPEATUT, IEIPECUH, TICUXO3bI

Jlnarnoctu

Ka

HccnenoBanue ypoBHs TOMOLIMCTENHA B KPOBH,

KomminekcHoe omnpeneneHne KOHUEHTPAMA HAa aMHUHOKHCIOTHI U
ALWJIKAPHUTUHBI B KPOBU METOJOM TaHJAEMHOW MAaCC-CIIEKTPOMETPUH,
OmnpeneneHue cekTpa aMHHOKHCIOT M AlUJIKAPHUTHUHOB B CYXHUX
naTHax Kpou merogoM TMC,

MOJIEKYJIAPHO-TEHETUYECKU N METOJT I uaeHTU(DUKAIIUH
FOMO3UTOTHBIX WJIM KOMIIAYHA-TETEPO3UTOTHBIX MYTAlUM CBS,
MTHFR, MMACHC, MMADHC, MTRR, LMBRD1, MTR, ABCD4,
MPT B cocyaucToM pexuMe ISl TUAarHOCTUKU COCYAUCTBIX aHOMAJIWM,
TPOMOO030B, HHCYJBTOB,

o TaTbMOCKOIHMS, HM3MEPEHHUE BHYTPHUIJIA3HOTO JaBJIEHHUS, OCMOTP
Bpada-oTaigpmosiora Jyisl AUATHOCTHKU SKTOIHH, CyOIrOKcanuu (WiIn
JIFOKCAIIMN ) XpYyCTalIMKa U APYTUX HApYIIEHUH QYyHKIIMH 3pEHUS

JIMarHoCTUYECKUI TECT C MTUPUIOKCUHOM

Jleuenue

HU3KOOEJKOBasg JMETa, OrpaHWYCHUE METHOHHMHA, JJI BO3MEIICHUS
HE3aMEHUMBIX AMUHOKHUCIIOT HA3HAYaIOT crieruaibHbIC
AMHUHOKHUCJIOTHBIC cMecH, JumeHHple MeTuoHnHa (XMET Analog,
XMET Maxamum, XMET Maxamaid, XMET Homidon)

Tepanus NUPUIOKCMHOM (BUTamMuH B6) 1 HopMmanu3anuu
METAa0OMUYECKUX  MPOIECCOB,  TIEMaTOMPOTEKTOPHI,  HOOTPOIIBI,
npenapaThl KaiblUs, *KeJe3a; MPOBOJATCS KypChl Maccaxka, Ja3epHOU

aKyIyHKTYphbI U peduekcorepanuu, JIOK.
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10. HACJIEACTBEHHBIE BOJIE3HU OBMEHA YI'JIEBO/IOB.

l'anakTo3zemust - »H3UMOMNATHs, CBA3aHHAas C HapylIeHHWEM OOMEHa MHUIIEBOU

rajJakToO3bl, Pa3BUTHUCM KaTapaKThI, IOPAXXCHHUEM IICYCHHU, MO3I'a, ITOYCK.

ITHOJIOTUA

lNanakrozemuss tun [ (CAJI 1) - myranus GALT, xapTupoBaHHOM Ha
9p13.3 - gedunut ranakrozo-1-pocharypununrpanchepaszsr ('AJIT).
INanakrozemus tun II ('AJI IT) - myranus GALK1, kaptupoBaHHOM Ha
17925.1 - nedurut ranmakroxkunassl (I'AJIK).

lamakrozemuss tun III (CAJI II) - myramus GALE na 1p36.11 -

nedurut ypuaun-gudocdart (Y D)-ranakrozo-4-anumepassl (ITAJID)

Yacrora

B P® 1:20 000, nanusix o yactore I'AJI 11, III HeT.
I'AJI I Bctpeuaercs y 1:53554 noBopoxaeHubsix B CIIA.
I'AJI 1T xonebnercs ot 1:2200000 mo 1:50000 )XuBBIX HOBOPOXKACHHBIX

Y OBII'aHCKOT'O HACCIICHUA Bonrapml u bocHum.

IlaTorenes

B pesynbTaTe HemocTaTouHOCTH JH000TO M3 TpexX depmentoB - ['AJIT,
I'AJIK wim 'AJID - B KpOBHU TOBBIIIAETCS KOHIEHTPAIUS TajlaKTO3bI.
IIpu cHwxennn aktuBHOCTU (epmenTtoB ['AJIT u T'AJID, momumo
u30bITKAa TalaKTO3bl, B OpraHU3ME TMAaIlMeHTa HaKaIUIMBAeTCS
n30BITOYHOE KOJHMYECTBO TallakTo30-l-docdara, dro cunraercs
OCHOBHBIM MATOT€HETUYECKUM (PAKTOPOM, 00YCIOBIMBAIOUIUM KIMHUKY

I'AJI u hbopmupoBaHre OTCPOUCHHBIX OCITOKHEHHM.

Kinnauka

Kunkuii cryn, pBoTa, *KeiaTyxa Ha | Mecsile XKU3HU, YBEIUYCHUE
IICYCHU W CEJIE3CHKH, aCLUT, OTCTaBaHUE B HEPBHO-IICUXUUYECKOM
pa3BUTHH, KaTapakTa, OTEKM HAa HOrax W OOIIHWe OTEKH, 3aMETHOE
VIYUYIICHUE WA BBI3JIOPOBICHUE TOCJHE TMOJHOIO HMCKIIOUYCHUS

MOJIOYHOM MUY (AMArHOCTUYECKUNA STMMUHAIIMOHHBIN TECT).

Jlnarnoctu

Ka

buoxumnueckue wuccnegoBaHusd: rajnakto3a KpoBu (tect IaTpm),
rajakro3a MOYM, aJaHUHOBas W acmaparuHoBas TpaHcdepassbl,
OMIMPYOUH HEMPSAMOM, TTIF0K03a KPOBH.

Moua: npoTenHypusi, MUKpOreMaTypHsI
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Oxorpadus neyeHn: NpU3HAKK TenaTuTa.
OH3UMOIMarHOCTHKA! rajnakTo3o-1-¢pocdarypuaunrpanchepass
SPUTPOLIUTOB, TallakTo30-4-3muMepasa N.
['ucronornyeckune WCCIICTOBAHMSI ouonTarta NICYCHU:

MPCOUPPOTHICCKUEC N MUPPOTUUCCKUC U3MCHCHUS.

Jlueta TOXM3HEHHOE HCKIIOUYEHHE M3 palMoHa TMPOAYKTOB U
JICKapCTBEHHBIX MPENAapaTOB, COJACPKANIUX TAIAKTO3Y | JaKTo3y (cMecu

OCHOBE COM, THUJIPOJIM3aTa KazenuHa 24 Wiu JIeMEHTapHON cMecH),

Jleuenue MHQY3UOHHAs Tepanwsi, aHTHOAKTepHallbHAasl Teparnwsi, 3aMeCTUTEIbHAs
Tepanus (KaJdbIHi, XoJeKaJbUU(pEepos, OSCTPAAMOIN, MpPOTecTarcH),
XAPYPru4ecKkoe JeUeHHe, ICUX0JIOT0-TIeJarorn4ecKoe COMPOBOXKICHHE,
KOHCYJIbTaTHBHAS ITOMOIIH Bpaya-JIOTOMe/a.

@OpykTo3eMHusi - BpOXKICHHbIM aepuuuT PpykTo30-l-moHodoCchaT-anbaoma3sl,

OTBETCTBCHHOH 3a MeETa0O0JIuU3M HPIH.IGBOﬁ q)pYKTOSI)I, IMPOABIIACTCA 3a00J1eBaHHC

NPEUMYIIECTBEHHO JAMapeei MpHu YIoTpeOIeHUH TPOIYKTOB, COAEPKAIIUX PPYKTO3Y

OTHOJIOTUA

bonee 30 BumoB wMmyrtamuii  ALDOB-rena  anpmonasel B,
PAacCIIOI0KEHHOTO B JIOKyce 22.3 9-if XpoMOCOMBI, HAanboJIee YacThle U3
Hux - Al49P, AI150P, A175D wu N335K - nedurmur d¢epmenra
bpykTo30-1-pocdaranpaonaszsl (anbaoiaassl B).

AYTOCOMHO-PELICCCUBHBIN THUIl HACIEIOBAHUSI.

YacrtoTta

Ot 1:100 000 1o 1:130 000 HOBOPOXXACHHBIX.

IlaTorenes

B pesynbrare nedunmra anpmonaszsl B uger Hakomnienue ¢pykToszo-1-
dochara (mpoaykTa TPOMEKYTOYHOTO MeTabonu3ma (GPYKTO3HI),
3aIyCKaroIllero kackaj narojornyeckux peakuuit. pykrozo-1-pochar
MI0JIaBIISIET AKTUBHOCTH (DEPMEHTOB, KaTATM3UPYIONINX BHICBOOOKICHUE
TJIFOKO3bI U3 TJIMKOTeHA (TITUKOTCHOJN3), B PE3YJIHTATEe YEr0 BO3HHKAET
CHW)KCHHE YPOBHS TJIFOKO3bI B KpOBH. l[IpW THUMOTIMKEMHM KJIETKU
HAYMHAIOT TPeObIBaTh B COCTOSTHHM JHepreTudeckoro nedummra. s

€ro BOCIIOJIHCHHA YCKOPACTCA MO6I/IJ'II/I3&I_[I/I$I JIMIIKIOB M3 JXHPOBBIX
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nerno. JKupHbIE KHUCIOTHI IMOCTYNAKOT B IEYEHb I OKHUCICHHUS H
CHUHTE3a TPUINIULEPUIAOB U JUNONPOTEMHOB. HOo mpu uMxX MaccuBHOM
IIOCTYIUICHUM II€YEHb HE CIPABIAECTCA, B pe3ysIbTaTe 4YEro >XUPHbBIC
KHUCJIOTBI KOHAEHCUPYIOTCS U 00pa3yloT KETOHOBBIE Teja, SIBISIIOIIUECS
KacinoramMu. Pa3BuBaeTcss MeTa0OJMYECKHd aluao3, MpU KOTOPOM
CHMJKACTCA TOHYC COCYIOB, UYTO IIPUBOAUT K  HaAPYILICHUIO
KpOBOOOpallleHus opraHoB U TkaHeil. Takxke Hapymaetcst ¢hochopHbIi
oOMeH, Bo3HHMKaeT runodocdaremusi. sl NOMONHEHUS HeEAOCTaTKa
docdaToB HauMHAETCS pacmaja aJeHUJIOBBIX HYKJICOTHUIOB, KOHEYHBIM
IPOJYKTOM KOTOpPBIX fABJISeTCA MoueBasg Kuciota. CHUXKEHHe
JKCKpPELMU ypaTOB B YCJIOBHUAX aluI03a IPUBOJUT K TMIEPYPUKEMUHU
(BropuuHas monarpa). C 1elibl0 KOMIIEHCAIIMM alM103a U3 KOCTHOM
TKaHU B OOMEH Ha HMOHBI BOJIOPOJa HAUMHAET BBITECHATHCS KaJblUH,

KOTOpBIﬁ 3aTCM BBIBOJUTCA C MoO4OH. Pa3BuUBaeTCs OCTEOIECHHUS.

Hauvano - B IICPBOM IIOJYIOOAWU KU3HHU, II0CJIC BBCACHUA (bpYKTOB.
Teuenue - ImporpecCcupyromcc B IICPBLIC I'OAbI KU3HH, B IIKOJIBHOM

BO3pACTE — yJIydllleHUE. 3HAUUTEIbHOE YBEIIMUEHUE PAa3MEPOB KUBOTA,

Knunuka
pBOTa, OTBpAIlCHUE K CIAJAKOMY, 3HAUUTENIbHAs TEMmaToMeraius Mpu
OTCYTCTBUU YBEJIMYEHUSI CENIE3CHKH, YIydIllEeHHE TOoCiIe TOIHOTO
UCKIIFOUEHUS CIAJKOW MUILIH (3TMMUHALIMOHHBIA TECT).
1. 'emorpamma: TpOMOOIIUTHI
2. buoxuMuuyecKue aHaiu3bl KpPOBH: XOJECTEPUH, allaHUHOBAas H
acmaparvHoBasi Tpancdepasbl, TIoKo3a, GpyKTo3a.
3. buoxumudeckuit ananu3 Mmoun: PpyKkTo3a
Jlnarnoctu
4. Dxorpadwusi TeUYEHW: 3HAYUTEITHHOE YBEIWYCHHWE TICUYCHH,
Ka

MOTJIOIICHUE YJIbTPa3BYyKa.
5. Tucronoruueckoe wuccieAoBaHUME OWoONTaTa TMEYEHU: KUPOBOU
rernaro3, HeBOCHaIuTeIbHBIN (HUOPO3.

6. I'mctoxumudeckue HCCICAOBAHMUSA TKAaHU IICUCHU, IMOYCK, TOHKOM
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KUIIKH: aKTUBHOCTh (hpyKT030-1-hocdanbaonassl.

Jleuenue

Hckmouenre ¢GpykTo3pl M caxapo3bl u3 parnuoHa (cMmecu 0e3
COJICp)KaHUsl caxapa ¢ JIAKTO30M W JEKCTPUHMAajIbTO30H). I3-3a
HEJIOCTATOYHOI'0 BeCa TAKUM JIETSIM HY>KHO PaHbIlI€ BBOJUTH B IPUKOPM
MsCO, siiiiia U poI0y. Bhicokoe koinuecTBO (PYKTO3bI COJNEPIKUTCS B
s0JI0Kax, TpylIax, BUHOTpajae, BUIIHE, apOy3e, GUHUKAX, MAHT0, MEJIE.
Cnenyer wus0eraTth CHaJKUX HAMUTKOB, TaK KaK OHHU COJEpKat
BBICOKO(PYKTO3HBIN cupor. OrpaHuYuTh MUy, 6oratyro GppykraHamu
- cmapka, JyK, YECHOK, 4YedyeBWIla, KpacHas (acoyib, CBeKIa,
NIIEHUYHBIE TPOAYKTHI  (X7e0, MakapoHbl, MyYHas BBHINICUKA).
HckmounTh caxapo3amMeHSIONIME MOJCTACTUTEIN (KCHJIUT, MaHHHT,
COpOUT, PPUTPHUT), T.K. BCE OHM SIBISIOTCS MPOU3BOIHBIMU (DPYKTO3BI.
3anpeinieHo MPUMEHSTh JIEKApCTBEHHBIE Ipenaparthl, CoOJAepIKalue
copOUTON M caxap B KauecTBE BCIIOMOTaTeNbHBIX BemiecTB. [lpu
OTHOCUTEIBHOM HEJOCTaTOYHOCTH ajibAo0ja3bl B M cmaGoBbIpaKeHHBIX
CUMIITOMAaX pa3pelieHbl MPOAYKTHI C YMEPEHHBIM KOJIWYECTBOM
bpyKTO3bI — AOPHKOCHI, CIMBBI, CMOPOJIMHA, OPYCHHKA, ITUTPYCOBBIC,
KUBH, MOPKOBb, peBEeHb. PexomeHmyeTcs 4uTaTh HHPOPMALUIO O
KoruecTBe GPYKTO3bI HA YIAKOBKAaX MPOAYKTOB — MPH €€ COACP>KaHUuU

6omnee 80 mr Ha 100 T, ux ynorpebieHue cienyeT OrpaHuIUTb.

I'ankoreno3wl (6one3ns ['upke, [lomne, Angepcena u ap.) - SH3UMHbBIE HAPYIIICHUS

oOMeHa I'IMKOI'CHA, IIPUBOJAT K HAKOINICHHIO B IICUCHU U APYI'UX OPraHOB I''TMKOI'CHA.

OTHOJIOTUSA

I'b la tTuma - myranms B reHe GOPC, komupyromem TIIFOK030-6-
docdarazy, 4TO MPUBOJUT K €€ HEJAOCTATOYHOCTH B TECYCHH, MOYKAX,
CIM3UCTOM O00O0JOYKE KHUIIECYHWKA, a TaKXKE B OCTPOBKAX-KIIETOK
MOJDKETYAOUYHOW JKEJIe3bl M JKEIYHOrO Iy3bIpsd. ['€HHBIM JIOKYC
JIMKOTeHOBOM O6omne3nu la tuna coorBercTByeT 17921.31. OH comepxut
5 »9K30HOB U 3aHumaetr okonol2,5 kb renmomuoit JIHK. Tun

HacCJICaAO0BaHUSA — aYTOCOMHO-pCHCCCHBHBIfI.
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I'b Ib Tuma - wmyramus reHa SLC17A4, koaupyromero
MUKPOCOMAJIbHBIN TpaHCHOpPTHBIN Oenok T1 (TpaHciaoka3zyriiroko30-6-
docdarasel), UTO NPUBOJIUT K €€ HEJAOCTATOYHOCTU B IMEUEHH, MOUYKaX,
cnu3ucToi o0onouke kumeyHuka. I'ennsiit nokyc I'b Ib cooTBercTBYeT
11923.3. On conaepxut 9 3K30HOB U 3aHUMaeT oT 4 10 5,3 kb reHoMHOMI
JAHK. Tun nacinenoBanus - ayTOCOMHO-PELIECCUBHBIN.

I'b IOI tuma - wmyramua reHa AGL, koaupyromero TIJIMKOreH-
NeBETBANUNA (EePMEHT, KOTOPBIM MPEACTaBIICT COO0O0M OONBIIONM
MOHOMEPHBIN O€JIOK ¢ MOJIEKYJIIPHOI Maccoi npubiusuTenbHo 160 k/]
U UMeeT 2 KaTAIMTHYECKUX €AWMHUIBI: amuio-1,6-riroko3uaazy u 4—
rrokaHoTpancdepasy. [logapmnsromiee OONBIIMHCTBO OOJIBHBIX MUMEIOT
neduruT Toro epmMeHTa Kak B MEYEHH, TaK U B MBIMIAX (MOATHII
[ITa), ognako mpumepHo y 15% mMalMeHTOB OH OTMEYAeTCsl TOJIBKO B
neyenu (moatun IIIb). B penkux ciaydasx CEIEKTUBHOE CHHUXEHUE
aKTUBHOCTH 00 aMuiio-1,6-TIII0K03u a3k, h195(3]0) 4—
IIIOKaHOTpaHcdepasbl NpuBoAUT K paszBututo noartumnos I[llc u IIId
6one3nu coorBeTcTBeHHO. ['eHHbIi jokyc I'b III Thma coorBeTcTBYET
1p21.2. OH comepxuT 35 3k30HOB, 3aHUMAarOImMUX 85 kb renomuoit JIHK.
Tun HacienoBaHUsA — ayTOCOMHO-PELECCUBHBIN.

I'b IV tuma - myramus B rere GBEI, komupyromem ammino-1,4:1,6-
TIIIOKaHTpaHcdepasy, 4YTo MPUBOJUT K €€ HEJIOCTATOYHOCTH B TICUYCHH,
MBIIIIIAX, JEUKOIUTAaX, 3puTpounuTax u ¢udpodracrax. ['eHHBIN JTOKYC
I'b IV Tuna coorBerctByer 3pl2.2. Tun HacienoBaHuss —
ayTOCOMHOPELECCUBHBIM.

I'b VI tuma - myranms B reHe PYGL, komupyromem ¢ocdopnnazy
neueHu. ['ennbii nokyc I'b VI tuma coorBerctByer 14g21.1. Tun
HaCJIEI0BaHUS — AYTOCOMHO-PELIECCUBHBIN.

I'b IXa tumna - mytamnus rena PHKA2, kogupytoiiero 2-cyObeIuHUILY

NEYEHOUYHOM  KuHa3bl  ¢ochopuiaspl, UYTO MNPUBOJAUT K €€
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HEJO0CTaTOYHOCTH B MeYeHH U 3puTpounTtax (moarun [Xal) wim Toapko
B neueHu (moartun 1Xa2). I'ennsrit nokyc I'b [Xa tuma coorBeTcTByeT
Xp22.13. Tun HacnenoBaHusl — X-CUEIJICHHBIN.

I'b IXb Tuna - myranus rena PHKB, koaupyromero -cyobeauHUILY

MBIILIEYHOW/TIeueHOYHOM KruHa3bl Gpocdopunaszbl. I'ennslit nokyc I'b 1Xb

tuna coorBerctByeT 16ql2.1. Tun HacinenoBaHWs —ayTOCOMHO-
PELIECCUBHBIM.

I'b IXc tuma - wmyramua rena PHKG2, kogupyromiero
TECTUKYIISIPHYIO/TICYEHOYH YO n30(hopMy-CyObeIMHUILIBI KUHAa3bl

dochopunazel. ['ennbrit mokyc I'b [Xc tuna coorBerctByeT 16pl11.2.
VYcranosneno, uto reH PHKG2 coaepxur 10 5k30HO0B 1 3aHuMaet 9,5

kb renomuoii IHK. Tun HacienoBanus — ayTOCOMHO-PEIECCUBHBIN.

YacrtoTta

B P® cocrasser 0,34 na 100 000 geTckoro HaceJleHHs.

I'b Ia Tuna B o6mie#t nonynsmuu coctaiset 1:100 000—-300 000.

I'b Ib tTuna - y 20% mnanueHToB BceX OOJBbHBIX TJIMKOTEHO30M | THa.

I'b Il Tuna - 24% ot Bcex OonbHBIX ruKorenozamu. I'b III Tunm B
Mzpaune - 1:5 400. B EBpone 1:83 000 XHBBIX HOBOPOXJICHHBIX, B
ctpanax CesepHoii Amepuku - 1:100 000 xuBBIX HOBOPOXKIAEHHBIX. B
CHIA I'b 1I tuma 1:100 000.

I'b IV tuna - 0,3% Bcex maueHTOB TJIMKOT€HO3aMU.

I'b IX tuma - B 25% cny4aeB aedunuT KuHas3bl pocopuiassl.

[Xb u [Xc Tumsl - B 1uTepaType UMEIOTCS €AMHUYHBIC OMUCAHMUS.

IlaTorenes

ITatorenes I'b Ia Tumna: rimoko30-6-gocdaraza kaTaTu3upyeT KOHCUHYIO
pEaKIui0 TIIIOKOHEOTeHe3a W THUAPOIHM3a TIUKOTeHa, PaCHIeTUISs
TIII0K030-6-(ocdar Ha TIFOKO3y W HeopraHnudeckuii Gocdar u ABIAACH
€AMHCTBEHHBIM HCTOYHMKOM OOCCIEYECHHs] OpraHu3Ma TIFOKO3HI.
Hakomnenue cyOcTpaTta OJOKUPOBAaHHON peakIlui, TIIFOK030-6-pocdara,
CTUMYJUPYeT TJIMKOJIW3 W  HAKOIUJIEHWE  JIaKTaTa, KOTOPBIH,

CUHTC3HUPYACH B JPUTPOOHUTAX U MBIIICYHOMN TKaHHu, HC MOXCT OBITH
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OpeBpallleH B TIJIOKO3y B TNe4eHW (OJoKajga TIIFOKOHEOreHe3a).
CrumynAnMs TIUMKOJIN3a BENET K YBEJIMYEHUIO CHUHTE3a TIULEposia U
anetmin-KoA, cyOcTpaToB M KO(PAKTOPOB CHUHTE3a TPUIIHUIEPHUIOB B
ne4yeHu. [JIoKaroH Takke CTUMYIHPYET MeTa0OJuYecKue MyTH,
YTHETAIOIME OKHUCIEHUE JKUPHBIX KHCIOT B MUTOXOHJPHUAX, 4YTO
COMPOBOXKJAaeTCAd OUKapOOHOBOM anuaypuen. [lopaxenue mouek npu
I'b 1 tuna 3axmtoyaercs B (popmMupoBaHuM (POKAIbHO-CErMEHTApPHOIO
TJIOMEPYJIOCKIEPO3a: 3TO CBSI3aHO c NEPCUCTUPYIOLIEN
TUIIEPIUIIUAEMUAEH, apTEPUATIbLHON TUNIEPTEH3UEN, TUIIEPYPUKEMUEH.
[Tatorene3 I'b Ib tuma: HemocrtatouHocth Oenka T1 compoBokIaeTcs
HEJ0CTATOYHOCTHIO TI1I0K030-6-(hocdarassi. Crneunduueckum
npusHakoM ['b Ib Tuna aBnsercst HedTponeHus U yxyaueHue QyHKIuu
HehTpodunoB. Y  Takux OONBHBIX  HapyllleHa JIBUraTelabHas
CIIOCOOHOCTh HEHUTpO(MIOB U HUX aKTUBHOCTh. [laTtonornueckue
U3MEHEHMS CBSI3aHbl C HApYyIIEHHEM TPAHCIOpPTa TIIIOKO3bl 4Yepe3
MEMOpaHy MOJIMMOPQHOSAEPHBIX JIEUKOUUTOB. MHUKpOCOMaIbHBIN
TPAHCIIOPT TJIIOK030-6-Pocdara wurpaer omnpenaeaecHHy0 pojib B
AQHTUOKCHJIAHTHOW 3aluTe HEUTPOPUIOB, a TEHETHYECKas ITOJIOMKa
TpPaHCJIOKa3bl  TIIIOKO30-6-ocaTtazbl  BegeT K = amomnTo3dy M|
HelTpodunpHoi nucyHkiuu y 6onbHbIX ¢ I'b Ib THMA.

ITatorenes I'b III Twma: amwuino-1,6-rmroko3uma3a  ydacTBYeT B
MeTaboM3Me TIMKOr€Ha B TOYKAaxX BETBJICHHUS TJMKOT€HOBOTO
«nepeBa». OepMmeHT sABiIsieTcs OM(YHKIMOHAIBHBIM, C OJHOW CTOPOHBI
npeBpamas JUMUT-IEKCTPUH B TJMKOIE€H C HapyXHbIMH LEMSIMU
HOPMaJabHOM JUIMHBI W, C JPYroi, OCBOOOXJash TIFOKO3Y IyTEM
TUJIPOJIN3a -1,6-TIrOKO3UAHOM CBSI3U. MyTtanus dhepmeHTa
COMPOBOXK/JIAETCA HApPYILIEHUEM BBICOKOCIEUM(HUUECKOrO IMpouecca
[JIMKOT€HOJIN3a, MPUBOJSA K HAKOIUIEHUIO B TKaHSAX (II€YEHb, MBIIILIbI)

MOJIEKYJT  TIJIMKON€Ha aHOMajdbHOM (OpPMBI C  YKOPOYEHHBIMU
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HApYKHBIMU LEMSAMH, KOTOPBIM OKa3bIBAET IIMTOTOKCUYECKOE JACHCTBUE,
IPUBOAS K TUCPYHKIIMH COOTBETCTBYIOIIUX OPTaHOB.

[Tatorene3 I'b IV Tuna: amumno-1,4:1,6-rmtokantpancdepasza ydacTByeT
B MeTa0oJiu3Me TJIMKOT€Ha MPU TOYKAX BETBIEHUSI TIMKOTE€HOBOIO
«aepeBay. OHa CcOEQUHAET CErMEHT u3 IecTH -1,4-CHerIeHHbIX
TJIFOKO3UIHBIX OCTATKOB HAPYXKHBIX LIETIEH TIIMKOTeHa ¢ TJIMKOT€HOBBIM
«epeBoM» -1,6-ruKo3uIHON CBs3b0. MyTanusa (epmeHTa Hapyliaet
HOPMaJIbHBIM CHUHTE3 TJUKOT€Ha, 4YTO NPHUBOAUT K OOpa3OBaHUIO
QHOMAJILHOTO TOJINCaXapujla C aMUJIONEKTUHOMOJOOHOU CTPYKTYypOu
(monuruKo3raukaH). HakamnmmBasch B pa3iMYHBIX TKAHSAX, BKIIHOYas
MIEYEHBb W MBIIIIBI, OH IMOBPEXIAET UX KIETKH.

[Tatorenes I'b IX Tuna: nmedurur mo0oi u3 CyOBEIWHUI] KWHA3BI
dochopunazer b HapymaeT mnpouecc ¢ochoponrza TEYCHOUHOU
docdhopunazel b B hochopunasy a, 4To BelleT K HAPYIMICHUIO aKTUBAITUU
nocieqHe M K HEBO3MOXKHOCTH  pACHICIUICHHMs]  TJIMKOTEHA.
docdoknHaza cocTOUT U3 4 pa3HbIX CYOBEIUHUI, KAKIYIO U3 KOTOPBIX
KOAUPYIOT pa3M4YHbIE TEHbI, paclojiararoiifiecss B  Pa3IWYHBIX
XpOMOCOMAX U MO-Pa3HOMY IKCIPECCUPYIOMIMUECS B PA3TUUHBIX TKAHIX:
(PHKA2), (PHKAB), (PHKG2), (CALMI1). Cy0Obenunuibt
BBITIOJHSIOT PEryasSTOpHbIE (YHKIMHM, KAaTAIUTUYECKYIO (YHKITHIO,
dbynkiuio cBa3piBaHus HOoHOB Ca2+. CyObenwHHWIIAa HMEET JBE
1n30(OPMBI - MBIIIEYHYIO U MEUYEHOUYHYIO, KOJAUPYEMbIC IBYMs Pa3HbIMU
F€HAaMH, paclojaraloimmMucs Ha X-xpomocoMme. ['eHbl, kKoaupyronme
OCTaJIbHbIE CYOBEIUHUIIBI, HAXOJATCS B ayTOCOMHBIX XpPOMOCOMax.
Mytanuu B reHax PHKA2, PHKAB u PHKG?2 Be3eiBatot I'b 1Xa, IXb
n [Xc tunoB coorBercTBeHHO. [lpu pa3sBUTHMM OJHOW U3 YETHIPEX
OCHOBHBIX (hOopM 00JIE3HU TTOPAKAIOTCS COOTBETCTBEHHO, 10 YOBIBAaHUIO
YacTOTbl BCTPEYAEMOCTH: ME€UEHb; MEUEHb U MBIIIIbI, TOJBKO MBIIIILIBL;

TOJILKO CEep/IIIe.
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Dopmel

I'muxorenoBas 6osie3ns I'b | Tumna:

I'b la Tuna (Gone3ns ¢on ['Mpke, remaTopeHaIbHBIM TJIMKOTE€HO3,
renaToHepomeraibHbIN IJIMKOTEHO3, neduuut TJII0K030-6
docdarasnr).

I'b Ib Tuna - ne@uIUT MUKPOCOMATIBLHOTO TPAHCIIOPTHOIO OEJKa.

I'b III tuma (6onesnr Kopu, Oonesnp DopOca, JTUMUTACKCTPUHO3,
nebunut amwmwiol,6-TroKo3uaa3bl, IeOUIMT TIUKOTSH-ICBETBAIIETO
dbepmenta «aedpanuepay). I'b 11 tuna: 11la, b, [Ic u II1d.

I'b IV tuna (6onesnr AwugepceH, pgebunur ammio-1,4:1,6-
rIoKaHTpaHcdepasbl, JAeQUIMT TIUKOreH-BETBALIEr0  (epMeHTa,
aMHJIOTICKTHHO3).

I'b VI tuna (6one3ns Xepca (Opa), nepurut dhochopuiaspl meueHn).
I'b IX tuna - nedexr pepmenta kuHazbipochopuiazbl B renaToluTax.
I'b [Xal u IXa2 tuna (IXal - X-cremieHHblii Ne4eHOYHBIN TITUKOTEHO3
tunia I, I'b VIII, VIa, VIb (dopmansho), [1Xa2 - X-cuermieHHBIH
MEYECHOYHBIN rIIuKoreHo3 turmna II).

I'b IXb THUTIA (mepUIUTMBIIICYHON/TICUEHOYHOM KHHA3bI
dbocdhopunassl).

I'b IXc Ttuma (HEZOCTATOYHOCTh  TECTHKYJISPHOM/TIEYECHOTHOM

30 OpMBI-CyOBETUHUITBI KHHA3BI (hochopuIiassl).

Knnauka

Hauaso 3a0oneBanus - MOCTETIEHHOE, C IEPBOTO TOJIA KU3HU, TCUCHUE —
nporpeccupyronye. 3aaepxKka ICUXOMOTOPHOTO Pa3BUTHUS, OTCTABAHHE
U HEMPOMOPIMOHATBHOCTh (DU3UYECKOTO pa3BUTHsI, MOBBIMICHUE
aIrneTuTa, 0OJIe3HEHHBIE Cya0poru MBI KOHEYHOCTEH,
TUTIOTJIMKEMUYECKHE CYAOPOTH, «KYKOJIBHOE JIMIIO», OONBIINON KHUBOT,
TOHKME KOHEYHOCTH, YBEJIIMUYCHUE U YIUIOTHEHHUE MEYEHU, YBEIMUYCHUE
CEJIC3€HKH, IOPaXXECHHE CEPALA, IOPAXKEHHE IMOYEK C HCXOAOM B
XpPOHUYECKYI0  TMOYEUYHYH)  HEJOCTaTOYHOCTh,  runeprpodus ¢

TUIIOTOHHUEH IMOIICPCUYHO-I10JI0CATBIX MBIIIIL
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JlmarnocTtu

Ka

buoxumuueckue wuccnenoBaHus:  ajJaHWHOBasT M aclapardHOBas
TpaHc(depasza, XOJECTEepUH, TIIIOKO3a, JIAKTAllu03, MHUPYBATOIIHO3,
JIMKOTeH B JUM@OIUTAaX, TECThl C  HAarpy3kol  TJIFOKO30M
(rmukeMuYecKkasl KpuBasl IJIOCKas, WK AUa0eTonoao0Has, Wi ¢ 2-Ms
BEpIIMHAMHU; JTAKTOTEMHUYECKass KpUBasi: CHUYKEHUE UCXOJHO BBICOKOTO
YPOBHS, TOBBLIIIEHWE OT HOPMAJIBLHOIO YPOBHS JIaKTa3a), TECThI C
Harpy3kou ajapeHaquHoMm (ciabasi THUIEpPriIMKeMHYecKas peakiius;
MOBBIIICHUE YPOBHSI JIakTaTa npu 1 u 4 Tumax)

'ucronormyeckoe W THUCTOXMMHYECKOE HCCICAOBaHME OwmomnTaTa
MEYEHHU: HeBOCTIAIMTENIbHBIN (PUOPO3, TIIMKOTEH B IIUTOILIA3ME U spax
renaToIuTOB, TIIF0K030-6-(hocdaTasa.

3X0rpa(1)1/151: SHAYUTCIIBHOC YBCIIMUYCHUC IICUYCHHU 3a CUCT ITapCHXUMBI.

Jleuenue

Jluera, HanpaBiieHHbIE Ha 0OPHOY C TUIOTJIMKEMHEH, METa00IMUYEeCKUM
alUI030M, KETO30M, THUIEPIUNUIEMHUEN, KOPPEKIHUIO HapYIICHUIN
(GYHKIIMOHAIBHOTO ~ COCTOSIHUSI ~ TeNaTOOWIMApHOW  CHUCTEMBI U
YKEITyI0YHO-KHUILIEYHOT' O TPaKTa.

Benenue HAaIMEHTOB MYJIbTUIUCIUIUIMHAPHO M KOMaH/I0M,
BKJIIOUAIONIECH TeUaTpa, TacTPOIHTEPOJIOra, TEHETHKa, JIUETOJIOra,
Hedposora, KapauoJora, HeBpoJiora, reMarojora, opTomneaa, Xupypra u
MEIULIUHCKOTr0 ncuxotiora. KoHCynbTaluu yKa3aHHBIX CIECIUAIMCTOB
HAa3HAYalOTCd B COOTBETCTBUM C KIMHUYECKUMH MPOSBICHUIMHA
3a00JieBaHUsl TMPU  TEPBUYHOM JHATHOCTHKE W JHHAMHYECKOM

HaOMr0IeHNH (TTPU HAJIMYUHY TTOKA3aHUH ).

Mykonoaucaxapuao3 I tunma (MIIC I) - HacnencTBeHHass JU30COMHasi 0OJI€3Hb

HaKOIIJIICHH,

oOycnoBnenHass jaedurutom (epmenta anbda-L-umypoHugazel  u

MPOTEKAOIIAs C 3aJIEPKKOM pOCTa, YMCTBEHHON OTCTAIOCTBIO, MOPAXKEHUEM HEPBHOMU

CHCTEMBI,

CCPACYHO-JICTOYHBIMHU HAapyILICHUAMU, FGH&TOCHHCHOMCF&HHGﬁ,

MHOXCCTBCHHBIMH JN30CTO3aMHU, IOMYTHCHUCM POIrOBUIIBI.

OTHOJIOTUA

Myrtanusa rena IDUA xpomocome 4pl6.3, xomupyromiero anbda-L-
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UAypOHNa3y. AyTOCOMHO-PELECCUBHBIN TUI HACIEIOBAHNUS.

Yacrora

[TansTHHUeckoe 3aboneBanue, yactora 1:100 000 HOBOPOXKIEHHBIX.
50%-80% manueHToB UMEIOT TshKeNyIo (hopMy 3a00eBaHuUs.

MIIC I H/S cunnpom I'ypaep-11leite 1:100 000 - 1:500 000.

MIIC I S cungpom leiie - 1:500 000 HOBOPOKAEHHBIX

IIaTorenes

I[Ipu MIIC 1 Tuna npedunur anbda-L-ugypoHUAasbl TPUBOAUT K
HAKOIUICHUIO TemapaHcyibdaTta u J1epMaTtaHcyibdaTa, U Kak CIeJICTBHUE
auneBor au3Mopdu3M, TenaTtocijieHOMeraaus, MOpaXXeHUe Ccepaia,
NIXaTeIbHOW  CUCTEMBI, HW3MEHEHUsI CKeJieTa, HEBPOJIOTHYECKHUE,

I'eéMaToOJIOTUYCCKUEC U O(l)TaJIBMOJ'IOI“I/I‘ICCKI/IG N3MCHCHHMUA.

Dopmel

Cunnpom INypraep (mykononucaxapunaos [ H - Tsokenas popma)
Cunapowm llleite (mykonomucaxapunos I S - merkas ¢popma)

Cunapom ['yprnep-Illeite (mykomonucaxapunos I H/S-npomexyTtounas

(opma)

Kinnauka

Myxkomnonucaxapuao3s tui IS (Cunapowm Illeite - nerkas hopma).
[lepBbie mpu3Haku 3abojeBaHUsl MOSBISAIOTCS B Bo3pacte 3-8 nerT.,
[TaMeHThl THUNEPCTEHUYECKOTO TEJIOCIOKEHHUSI C CHIBHO pPa3BUTOU
MYCKYJIaTypOH, YepThI JINIA TPyObIe, IMUPOKUN POT C MyXJILIMU Ty0amu,
HUXKHSS MPOTrHAaTHs. Pa3BUBaeTCsl OrpaHUYEHUE ABUKEHUM B CyCTaBax
BEPXHUX KOHEYHOCTEH, a TakKKe TYrOMOJBM)XHOCTb, BO3HHUKIIUE U
IPOTPECCUPYIONINE KOHTPAKTYPbl CYCTABOB KUCTEM, MHOKECTBEHHBIM
JIM30CTO3, IOMYTHEHHUE POTOBUIIBI.

MIIC | H/S (Cunnpom I'ypnep-1lleiie) - mpomexxyTodHas ¢popma.
[IepBpie cHUMIITOMBI TOSIBJISIFOTCS K BO3pAacTy 3-5 JjeT. XapakTEpHBI:
JUIEBbIE AU3MOP(HUH, TYrOMOJIBMKHOCTH CYCTaBOB, HHU3KOPOCIOCT,
NIOMYTHEHHE POTOBHIIBI, cKadoredanusi, Makporedanus, 3amaBiias
NEPEHOCUIIA, MyXJble T'yObl, MOMYTHEHHE POTOBHIIbI, MHUKpPOTHATHS,
YMEPEHHBIN THNEPTPUXO03, YTOJIIIEHUE KOKHBIX OKPOBOB.

MIIC | H (Cunnpom I'ypaep, [lpaynanepa-I'ypiep) - Tskenas popma
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[lepBbie npu3Haku 3a001€BaHUS NOSIBISIOTCS Ha MEPBOM rofy ku3Hu. C
POKIEHUsT HAOIIOAI0TCS YBEJIMYEHUE MEUYECHH, TyTIOYHbIE WM MaX0BO-
MOIIIOHOYHBIE  TPBDKH. 3aJepKKa IICUXOMOTOPHOTO  pa3BUTHI,
YMCTBEHHasi OTCTaJOCThb, IpyOble YepThl JHIA, MOPOKH KJIalaHOB
cepaua, MOMYTHEHHUE POrOBHUIIBI, 3aJ€pKKa POCTa, TYTOIOJBUKHOCTH
cycrtaBoB. «['aprownmsm» K KOHIly [EPBOIO TIoJa  JKU3HU.
TyronogBM>KHOCT, ~ CYCTaBOB,  KH(PO3  MOSICHUYHOTO  OTHEeNa
NO3BOHOYHMKA, XPOHUYECKHME OTUThl W 4YacThle WH(QEKIIMOHHbIE
3a00/1eBaHUSl BEPXHUX JAbIXaTENbHBIX MYTEW, MOpa)KeHHUEe BHYTPEHHHUX
OpraHoB, CEp/ACYHO-JIETOYHOM, LIEHTpaIbHOW U mnepudepuyeckoin
HepBHOW cucteM. CHMKEHUE MHTEIUIEKTa, 3aJ€pKKa pPEedeBOro
Pa3BUTHS, U3MEHEHUS! MBIIIEYHOTO TOHYCA, CYXOXWJIBHBIX pedieKcoB,
IIOPaXEHUsI 4YEPENHBIX HEPBOB, CMEIIAHHAas W HEHUPOCEHCOpHAs
TYrOyXOCTh, IOMyTHEHHE poroBulbl. IlanenTsl norudarwT B Bo3pacte
no 10 nmer or oOCTpyKUMH ABIXaTEIbHBIX IyTEH, pECHUpPaTOPHBIX

uH()EKINHA, cepIeuHON HEJOCTATOUHOCTH.

Jlmarnoctu

Ka

Omnpenenenne  akTUBHOCTH  (depMmeHTa  anbda-L-uaypoHUmasHl,
KOJIMYECTBEHHBINM M KadecTBeHHbIM aHanu3 ['Al’ mouu, MojeKyJsapHO-
reHerndeckue ucciegoBanus reHa IDUA, nmpoBeneHne aHaiau3za KpoBHU
OMOXMMHUYECKOTO: O0Omuii W TpsaMoll OunmupyOWH, XOJECTepHH,
TPUTJIMLIEPUIIBI,  TPOBEAEHUE  KIMHUYECKOrO0  aHaiu3a  KpOBH,
nposenenne MPT, KT, V3U opranoB OpromHO#  MONOCTH,
peHTrenorpaduu BEPXHUX u HUKHUX KOHEYHOCTEH,

aNIeKTpoHEeHpoMuorpadus, cCmupoMeTpus MeKTpodHIedanorpadus.

Jleuenue

3MecTuTeNnbHAS Tepamus - JapoHugasza (pexomOuHaHTHas Qopma
YEJI0BEYECKON anb(da-L-unyponuaasbl), TPaHCIUIAHTALUS
FeMOMOA3THYECKUX CTBOJIOBBIX KJIETOK JI0 IOCTUKEHUS Bo3pacTa 2,5 JeT
Opyd HOPMAJIBHBIX WM CYOHOpPMAalbHBIX I[OKAa3aTeNsiX pa3BUTHS,

CUMIITOMATHYCCKasA TCpaIin.
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11. HACJIEACTBEHHBIE BOJIE3HM OBMEHA JIMITNIOB

Hapymenus oOMeHa JIMIAIOB - TeTepOreHHbIC 3a00JIeBaHUS C HAPYIICHUSIMH Ha
pacIIeTUICHUs, BCACBIBAHUS, TPAHCIIOPTA, a TAKKE MTPOMEKYTOUYHOTO OOMEHA.

BbIensSroT 1Ba OCHOBHBIX THITA HACASACTBEHHBIX HAPYIICHUH OOMEHA JTUTTUIOB:

. BHYTPUKJICTOYHBIC JTUMUA03bI (HAKOIIJICHUE JIMITHIOB B KJIETKaX TKAHEH ),

. 00J1e3HN ¢ HapylIeHneM 0OMEHa JIMMONPOTEH IOB, COEPIKAIINXCS B KPOBU
(cemeitHas THIIEPXOJECTEPHHEMHUS U JIP. ).

BHyTpUKJIETOYHbIE JUTHIA03bI.

BHYTpUKIETOUHBIC JTUMTHAI036I (TPYIINA JTU30COMHBIX 00JIE3HEH) B CBOIO OYepe/Ih
paszeicHbl Ha JIBE IOATPYIIBI - TaHTJIMO3UI03bI W C(HUHTOMHCIIONHITHIO3HI.
[TopaxaroTcsi MPEeHMYIIIECTBEHHO KJIETKH TOJOBHOTO Mosra (Oone3ns Tes-Cakca) uiu
KJICTKY TTaPCHXMMATO3HBIX opraHoB (0osie3nn Humanna-ITuka, [Nomre u ap.).

OOmue  CUMITOMBI:  TIPOTpPECCHpYIOMME  claboymMHe,  JBUTATEIbHBIC
paccTpoiicTBa, TMOpa)XCHUE OIMOPHO-ABUTATEIBHOIO ammapaTra, KOXH, TJa3 W
BHYTPEHHHUX OPTaHOB (IMIOYKH, TICUEHB, CeNie3eHKa). J{7s BHYTPHKICTOYHBIX JMITHI030B
XapakTepHO (OPMUPOBAHHWE MATOJOTUYECKMX HW3MEHEHWH TOcCie IMeproja TOITHOTO
3JIOPOBBS peOCHKA U perpeccusi paHee MPHOOPETCHHBIX HABBIKOB.

boae3sns Tes-Cakca - GM2-ranrnmo3nmgo3, Ttun |, BXOAUT B Tpymimmy
JTM30COMHBIX Oone3Heit HAKOTUICHHUS, 00ycIoBIIeH HEI0CTATOYHOCTHIO

reKCOo3aMHUHHUAA3bl A ¥ HaKOIUIEHUIO ranriino3umga GM?2.

Otuonorus | 'en "HEXA" xaptupoBan Ha 15q23-q24 xoaupyer o-CyObEIUHHUILY
dbepMeHTa TEKCO3aMUHHUIA3Bl A, HEOOXOMUMYIO IJisi PaCHICTUICHHS
KOMITOHEHTOB MEMOpaHbI HEHPOHOB.

AyYTOCOMHO-PELIECCUBHBIN THIl HACIEOBAHUS. ,

VY eBpeeB amkenasu 1:3000 HOBOpOXIeHHBIX. bone3Hb pacnpocTpaHeHa y
Yacrora
dbpankodonoB Keebeka B Kanane u B mrare Jlynsuana B CIIIA

[Tatorenes | Jleuut uam oTCyTCTBHE T'e€KCO3aMHHHUIA3bl A u aedunur 6enka GM2-
aKTHBATOpPA MPUBOISAT K HAKOIUICHUIO TAHTJIMO3UAOB B Heilponax (GM2-

rauriauosuaa, GA2, rIMKoIUWmuAa TJI0003UAa), SBISIOMIUMHUCS BaXXHBIM
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KOMIIOHEHTOM MeMOpaH HeilipoHoB. Hakomnenue (HaOmrogaercs emie
BHYTPUYTPOOHO) B JIM30COMaX HEUPOHOB MPUBOAMUT K MPOTPECCUPYIOMICH

TUChYHKIUU U THOETN HEHPOHOB TOJIOBHOTO MO3ra.

Dopmbl

MiajeHuecKas: KJIMHUKA - B TIEPBBIC MECSIIbI )KU3HH.
IOBenunbHas: ne6roT B Bo3pacte oT 3 710 6 JeT

C mo3aHUM HaYaJIOM

Haugano

1-ii rop xu3HU (3-5 MecAIIeB)

Knuauka

['unepBo30yIUMOCTb, TUMEPAKY3Usl, KIOHHUYECKHUE CYIOPOTH, 3aJepiKKa
MOTOPHOTO Pa3BUTHS, T€HEPATU30BAHHAA MPOTrPECCUPYIONIAsi MbIIICUHAs
runoroHusi. C 6-10 mec. mporpeccupyromas clenora: jaereHeparus
MaKyJibl, CUMIITOM «BHUIIHEBOW» KoCTOukH. Ilocine 1-ro ropma ku3Hu -
noyimMopdHbIC CyJ0pOrHy, MPOTPECCUPYIOIINE MICUXOMOTOPHBIE
PacCTpOMCTBA, pErpeccusi HABBIKOB, TPOrPECCUPYIOIIAsi TUIOTPOPUS

Ha 2-m rony xusHu — wmukponedanus. B TepmunanbHOM craguu -
neuepeOpanmoHHas perugHocTb. [ubens Ha 2-M TroAy JKM3HU OT
nenepeOpanuu UM UHTEPKYPPeHTHBIX MHpekuuid. FOBenmnbHas (opma:
IU3apTpUs, MO3KEUYKOBOM aTaKCHes, CyIOpOrd, HEAEpKAHHUE MOYU H
IICUXO3MOLIMOHAIbHBIE ~ HAPYWIEHHUSAMHU B BHJE  IOBBIIICHHOU
pa3IpaKUTENbHOCTH U TMcuxo30B. @Dopma ¢ TMO3AHUM HAyalOM:
MO3KEYKOBOW aTaKCUeH, MCUXMATPUUCCKUMH HAPYIICHUSIMH, aTpoduei
MBILIL, TPU OTOM 3pUTEIbHBIE M KOTHUTHMBHBIE HAPYLICHUS HE

HAO0JIFOTAFOTCA.

Jnarnoctu

Ka

MonekynsipHo-reneTnueckuil ananu3 rena HEXA.

DH3UMOJMArHOCTUKA: HEJIOCTaTOYHOCTh WIn OTCYTCTBUE
reKco3aMUHHIa3a A, TIOBBIILIEHA AaKTUBHOCTh WM  HOpMajbHas
rekcozamMumHuzaza B u ToTanmpHas rekco3amuHuAaza N B KyJIbType
JUKOUMTAX, KOXHBIX (uOpoOiacrax, Miaa3Mme, ayTonTarax TOJIOBHOTO
Mo3ra, Moye, clie3ax, CIIOHE.

HCCHGI{OB&HI/IC IIa3HOI0 JHa: BUIIHCBO-KPACHOI'O MAKYJIAPHOIO IIITHA
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KT/MPT romoBHOrO MoO3ra: THUIIO/AUCMHUEIUHU3AIAN  BEIIECTBA

TOJOBHOTO Mo3ra Au(@y3HOro XapaxkTepa, BKIKOYas ITOAKOPKOBBIE

CTPYKTYpHI.

Hud

JIMarHo3

GMg-ranrnuo3unno3, tun O, AB, Gone3ns Kpabbe, metaxpomaruueckas
nevkonuctpodus, Oonesnbr KanaBana, mocnencTBus — dHuedaiuTa

(MEHMHrO3HIIepanuTa), MUTOXOHIpHAIIbHBIE O0sie3HH (0oe3Hb Jles)

Jleuenune

DNEKTPOCTUMYJISIIUS MBIIIII]

depMeHTO3aMeCTUTEIbHAS Teparus: HUCIOJIb30BaHUE HWHTPATCKAJIbHbIC
WJIM UHTPAIEpeOPOBEHTPUKYIISIPHBIC HHPY3UI T€KCO3aMUHUIA3bI A
TpaHcriaHTalys reMOno3ITHYECKUX CTBOJIOBBIX KIIETOK
®apmMaKoJIOrHIeCKue IIaTIePOHBI: MUPUMETaMUH, UHTHUOUTOPBI
MMHUHOCAaXapoB U TJIUKOMPOTEHHA MPOTPaHyYJIMHA, KOTOPBIE CBSI3BIBAOTCS
¢ ¢hepMEHTOM U HE JOMYCKAIOT €r0 pa3pyIIeHUsI.
Cybctpar-penyuupymooimasi ~ Tepanus:  NPOBOAWIOCH  KIMHUYECKOE
UCCIIEOBAaHUE C IPUMEHEHUEM MMAllUEHTAMU MUTITyCTaTa

'enorepanusi:  pa3paboTka  HAmpaBJIeHHWH  C  HUCHOJIb30BaHHEM

PEKOMOMHAHTHBIX BUPYCHBIX BEKTOPOB.

[Tpodunak

THKa

[IpocnieKTHBHBI CKPUHHUHT TE€TEPO3UTOTOHOCUTEIBCTBA Y CYIPYKECKUX
nap IpH 3THHYECKON MPUHAIC)KHOCTH K €BpesiM-allIKeHa3H.

[IpenatanbHasi [UarHOCTUKA: OMOICUA BOPCUH XOpHOHa 7-16 Henmens u
aMHHOIleHTe3 ¢ 16 mo 20 Hememwo: MOJEKYISIPHO-TEHETHYECKOE
uccnenopanue rena HEXA, nusmepeHne akTHBHOCTU T'€KCO3aMUHUIA3bI A,

dHaJIn3a U303MMHOI'0 CIICKTPA I'CKCO3aMHUHNAA3.

boae3ns Humanna-Iluka (chunHrommenonunumos3) - naeGexT ITU30COMHOU

CCI)I/IHFOMI/IGHI/IHaBBI, HaKOIIJICHHUC C(l)I/IHFOMI/IeJ'II/IHa B JIN30COMaAX, IMOPAKCHHUC HCpBHOfI

CUCTCMBbI 1 BUCHCPAJIbHBIX OPIraHOB.

OTHOJIOTUA

Mytammmu B reHax NPC1 (B 95% cmyuaeB) unu NPC2 (4% cmydaes),
kaptupoBanbl Ha 18qll—ql2, 14q24, 11pl15.4-15.1, uyrto Bemer K

HapylLIEHUI) BHYTPUKIETOYHOIO TPAHCIOPTA JIMIUJIOB M HAKOIJIECHHIO
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XOJeCTCpruHa Hu FJ'H/IKOC(l)I/IHFOJ'H/IHI/II[OB B TOJIOBHOM MO3ITC¢ MW APYIrux

TKaHAX. AYyTOCOMHO-PEIIECCUBHBIA TUI HACJIEIOBAHUS

Yacrora

3a0osieBanre maHATHUYECKoe. Yacrora 3a00JieBaHUS COCTABJISET B

cpeaneM 0,66 -0,83 na 100000 KnBBIX HOBOPOKIAEHHBIX

IlaTorenes

I'enst NPClu NPC2 komupytoT Oenku KJIETOYHOH MeMOpaHbl,
OTBEYAIOIIME 3a TPAHCIOPT XOJECTEpPUHA M JIHIHIOB BHYTPH KIICTKH.
BHYTpUIN30COMHOE HAKOIUICHHE XOJIECTEPUHA WHTHOUPYET aKTHBHOCTh
CUHTOMHEIMHA3bl W TPUBOJUT K HAKOIUICHHIO C(UHrOMHEINHA B
KJIETKaX MapeHXMMATO3HBIX OPraHOB (IICUCHH, CEJIC3CHKH, TIOYKaX) U

HEepBHO# cucteme. [Ipu MUKPOCKOIIMU BO BCEX OpraHax OOHapyKHBAIOTCS
NMeHuCThie» KiaeTku Humanna — Iluka. IluToruia3mMa THCTHOIIMTOB
npuobperaeT I1BeT MoOpckod BomHbI («sea-blue histiocytes») wu3-3a

OTJIOKCHUS JIMITOIMUIMCHTA WUJIN NCpOnaa.

DopMbl

[TepunaranbHas (Hagayio B Bo3pacTe <3 MeCsIIEB), paHHSSI MJIaICHUYCCKas
(B BO3pacTe OT 3 MecsleB A0 2 JIeT), MO3AHsAS MiaJeHuecKas (B Bo3pacTe 2
10 6 71eT), 'oBeHWIbHAas (B Bo3pacTe 6-15 J1eT) u moapocTKoBasi/B3pocias

(B BO3pacTte crapiie 15 ner)

Kinauka

LlenTpanbHasi TUIOTOHUS, HAPYIIEHUE MOXOJKH, MO3KEUKOBasl aTAKCHS,
JTUCTOHUS, JTUCMETPHUS, JIHUCIUAJOXOKHWHE3, Au3apTpusi W aucdarus,
rejgacTu4eckas KaTaIieKcusl, SIUJICITUUCCKHE MPUMNAJKH,
HEHPOCCHCOPHAs TYrOyXOCTb, CHW)KEHHE KOTHHTHBHBIX (YHKIIHH,

IICUXO03bI, CHHAPOM XO0JICCTa3a, I'CIIaTOCINNICHOMCT aJINUA.

Jnarnoctu

Ka

JlaGopaTopHasi: MOJEKYISIPHO-TEHETUIECKOE MCCIEAOBAHUE - MYTallUd B
reHax NPC1-2; nuarHOCTHYECKHI TeCcT - OompejelieHHe XojecTaH-3,5,6-
TpHOJa B IUIa3Me KpOBH; ompenencHue sm3ochuHrommenuna 509 B
IJ1a3Me KpOBM WJM IIATHaX BBICYIICHHOM KpoBH; bX - CHMKeHue
anbOymMuHa, QuOpuHOreHa, abopaTOpHbIE MMOKA3aTEIU, OINpeesieMble
JUISL OLICHKM BHENIHEro IMYTH CBEPTHIBAHUSI KPOBH, XOJIECTEpHHA,

nosbimienne AJIT, ACT, tpurimuuepunos, cawxkenue JIITHIT u JITIBIL
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KAK - mukpouuTapHas anemusi, Tpombouuronenus. «[lenucreie» KieTku
B IIYHKTAaT€ KOCTHOT'O MO3Ta, [IEYEHU

HuctpymentansHas: MPT I'M - nepeOpanbHas\MO3KeuKoBasi aTpodus;
O0I' - muddepennupoka ¢ smwiencueit; Y3 opraHoB OpromrHoi

IIOJIOCTH - CIIEHO\renaTOCINIEHOMET aJIHSL.

Huddepen-
MAATBHEIN

JINarHo3

[Iporpeccupyromuii  napanud  B30pa, MHOXKECTBEHHAs CHUCTEMHAas
atpodus, nemeHuuus ¢ tenpuamu JleBu, cnuHouepeOesipHas aTakcus,
6one3np Tas Cakca, nepuuut Butamuna B 12, suuedanonarus BepHuxka,
6one3np ['entunrrona, Kpeitudennr-Axkod cunapom, opraHudeckas
anuAeMusi, HapyluleHuWEe I1MKJIa MOYEeBUHBI, Oone3Hb BuibcoHa,

MUOKJIOHUYecKas snuiencus, 6one3ns Humanna-Iluka (tum C)

Jleuenue

Jluera: ¢ TOHMIKEHHBIM COJACPKAHUEM TUCAXAPUIOB U OJIUIOCAXaPOB.
[Tatorenetnueckoe: Murnycrar (N-OyTuiI-1€0KCUHOMUPUMHUIIUH)
MOJIEKYJIa HMMHMHOCAaxapa, KoTopas JEHCTBYeT KaK KOHKYPEHTHBIU
UHTUOUTOD (pepmeHTa, [JIFOKO3UPLIEPAaMUICUHTA3BI, KOTOPBIN
KaTaJIU3UPYyET IIEPBbIN (buKCHpOBaHHBIII JTal CUHTE3a
MIMKOCHUHTOTUTIHIO0B - 200 MT, 6 MeC - TO/, C TOBTOPHBIMU KypCaMH.
Cumnromarnyeckoe: ABT - mpH OCIIOKHEHMSX, O YyBCTBUTEIBHOCTH;

HEHPOJIENTUKHU MPH TICUX03aX; YPCOIAE30KCHXO0JIeBasi KUCIIOTA.

[Mpodumnax

THKa

IIOpOI[OBaH AUAIrHOCTHKA: KOHCYJIbTallkA Bpadada-TCHCTHKA, BBIABJICHHUC

myTaruii B renax NPC1-2.

Bose3nb I'ome — reHeTmyeckoe 3aboiieBaHUE, OOYCIOBICHHOE Ie()EKTOM

nu3ocoMHOro ¢epmenta [-D-rimroko3umasel. BpokieHHas HEIOCTATOYHOCTH 3TOTO

bepmenTa

BCACT K HaKOIIJICHHUIO rnIOKouepe6p03Hz[a B KJICTKax

peTHKYHOBHI[OTeHHaHBHOﬁ CHUCTCMBI, 0COOEHHO B Ne4YCHHU, CCIAC3CHKC 1 KOCTHOM MO3IC.

Tumn I - He Tun [l — uadantwneasiii | Tum Il - momocTpslii
HEUPOHOIATUYEC | WM OCTPBIN HEUPOHOMATUYECKUI
KU HEUPOHOMATUYECKUI

OTHOJIOTUA

450 wmyrtammii rena GBA, xaptupoBan nHa 1q21, mm3ocomuoit [-D-
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III0KO3U a3kl (B-rrokonepedpo3naasbl)

Yacrora Bricokas yactora y | PactnpocTpaneH Bricokas  4vactora B
eBpeeB-alllKeHa3u PaBHOMEPHO. [IBeruu
(myTanus-N370S). Yacrora 1:40 000. | (myraums-L444P)
Yacrora 1:450.

[Tatorenes | ®epment P-D-rmroko3nmaza HaxoAUTCS BHYTPU JIM30COM M OTBEYAET 3a
pacuierienue B-D-rmrokonepedbpo3uga Ha HepamMua W TIOKO3y. B
pe3yabTaTe HEeIOCTATOYHOM aKTUBHOCTH JIM30COMHOM [-D-riroko3uaassi
HE TPOUCXOAUT TMOJHOTO pACHICIUICHUS TIIFOKOLEpEeOpPO3UI0B, OHHU
HaKalJMBalOTCs B Ju3ocoMmax kierok opraHoB (tum 11 u IlIl) u B
makpodarax (tun I). «HarpyxeHHble» IUNUIAMH «KJIETKH [orie,
BBI3BIBAIOT B OpraHax M KOCTHOM TKaHW MHGUIbTPAIUU U UH(PAPKTHI.

Haugano Ot poxaeHust 1-# ron xu3HU Ot 1-ro mecsna
1o 80 et (3-i mecs) no 14 net

Kimnanka | -remarocruieHo- -nucarus, mTapuHrocnasM | -renaTocryieHo-
Meraiaus -aCIIMpaIMOHHAas Meranus
-T€MOpPParuuyecKkuii | MHEBMOHUS -OKYJIOMOTOPHBIE
CUHIPOM -MBbIILI€YHAs TUCTOHHUS HapyILICHUS
-OCTE€ONEHNYECKAs U | -TEMAaTOCIIIEHOMETraIus -o(TampMoIUIeTHS
OCTEOJIUTUYECKAs -OKYJIOMOTOpPHBIE -MUOKJIOHUYECKHE
JereHepanus HapYILIECHUS Cylioporu
CKeJleTa -runieppediexcus -reHepaIn30BaHHbIE
-KOCTHBIE KPHU3bI -perpeccus HaBbIKOB TOHUKO-KIIOHMYECKHUE
-MHQWIBTPATHI B | -3HIIP Cylloporu
JIETKUX -MUOKJIOHUYECKUE -IEMEHIIUS, aTAKCUSA
-XITH CyAoporu -rubenbp B BO3pacte
-[IUPPO3 NICUYECHU -armatus 00e3BIKEHHOCTh | 12-17 net

-rubenb B 9 Mec.-2 ronia
Huarnoctu | Jlabopatopnasi: KAK — mnanmurtoneHus, aHemusi, TpOMOOUUTOINEHUS,
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Ka

neitkonenusi; bX - cHwkenue nunomnpotennos, Fe, Bl2, ¢onueBoit
kucnothl, Ca; koarynorpamma - yanuHenue AUTB u I1B; onpenenenue
aKTUBHOCTH [-D-Tiroko3uaa3bl - CHUKEHUE; BHICOKAs AKTUBHOCTh KUCIION
docdaTazpl M XUTOTPUO3UJA3BI CHIBOPOTKH, HEAOCTATOYHOCTH [-D-
TIIIOKO3Ua3bl B JeiikonuTax u pudpodnactax; «kjieTku [ o1ie» B KOCTHOM
MO3re, NEYEHU, MOJIEKYJSIPHO-TEHETUYECKOE HCCIENOBAHUE - MYTALUU
rena GBA. UncrpymenrtanbHas: RQ - nepopmamuum ckenmera; MPT -
UHQUIBTpALMsT  KOCTHOIO  MO3ra; JICHCUTOMETPUS -  CHIJKEHHE
MuHepanbHOU MIoTHOCTH; ¥Y3U, MPT mnedeHu U cene3€HKH - O4aroBbIC

nopaxxkenue; GuOpoTacTOMETpHUS - porpeccupyromniuii Gudpos.

Tuddepen-
[IUAIbHBIN

JINarHo3

-BUPYCHBIN reMaTUT | -CPUHTOJUIUA03bI C TeMaTOCIIICHOMETanei
-OCTEOMUETIUT -0one3up Humanna-ITuka (tun A, C)
-KOCTHBII -0one3np DapOepa (aTunuyHbie POPMBI)
TyOepKyJie3 -GM; - ranrnmo3umao3

-remo s -0071e3Hp BonbmaHna

-CQUHTONMMMKIO3bI | -TATTAKTOCUATIAI03

-BpOXICHHAs] OKYJIOMOTOpPHAs alpaKcus

Jleuenue

Ou3umorepanus - «Wmurmonepaszay («llepe3um») (pekoMOMHATUBHBIN
(dbepMeHT) - OCYIIECTBISACTCS MyTeM BHYTPUBEHHOI'O BBeACHHUS 1 pa3 B 2
Henenu. CumnromMaTHyeckasl Tepanus - aHaJreTUKA BO BPEMsI KOCTHBIX

KpHU30B, XUPYPTUYECKUE BMEIIATEIIBCTBA U IPOTE3UPOBAHUE.

[Mpodunak-

THKa

[IpenaTtanbHasi JUArHOCTUKAa TyTEeM oOIpeaeneHus aktuBHoctu [-D-
TIIFOKO3UIa3bl B KYJbTYpe aMHHUOIIMTAaX, OMOMNTaTe W KYJIbType XOPHOHA,

meroasl JIHK-auarnocTuku - BeisBieHue myTanuid B reae GBA..

bone3snr ®Pabpu - reHeTHueckoe 3al0ojieBaHHE, OOYCIOBICHHOE Ae(EKTOM

JIN30COMHOI'O

dbepMeHTa  @Q-rajakro3ugasbl A,  BeIeT K HAKOIUICHUIO

FJII/IKOC(i)I/IHFOJ'H/IHI/II[OB B KJICTKax peTHKYHOBHHOTeHHaHBHOﬁ CHCTCMBEI.

Knaccuueckas ¢popma ATtunuyasie Gopmbl

OTHOJIOTUA

Myrtamus rena GLA, kapTupoBaH Ha JJIMHHOM IUJIEYE XPOMOCOMBI
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Xq22.1, xkonupytromero GpepmMeHT o- ranakro3uaasy A. 60-70% KeHIIuH -
TFETEPO3UTOTHBIX  HOCUTEIBHHUII  HMMEIOT  TSDKEJbIE  KIMHUYECKUE
MPOSIBJIICHUS, KaK U Y OOJBbHBIX MY>KUHH.

X-CUEIUIEHHBIN PELIECCUBHBIN TUII HACJIEAOBAHUSA

Yacrora

Yacrtora ot 1 Ha 117 000 no 1 Ha 476 000 )KMBBIX HOBOPOKICHHBIX.

IlaTorenes

HenocratounocTh  @-rajakro3uaasbl MNPUBOJAUT K  HAKOIUICHHIO B
JIU30COMAaxX LepaMUATPUreKco3uaa (PHIOTENMM COCYJOB U SMUTETUN
OpraHoB), JAMrajakto3uianepamuaa (MOYKH, MOKETyI0UHas Kejesa,
cepalle, Jerkvde, HEPBHbIE TaHTJIMM W Jp.), Ba3biBas MHOT0OYaroBYIO
OKKIJTFO3MIO MAJIBIX COCY/IOB, 00YyCIaBJIMBas SIBICHUS UIIIEMUH U UH(aAPKTa

B OpraHax U CUCTCMaAxX.

Dopmel

Knaccuueckas (mebGror B mro6oMm | Heknaccuaeckas (mo3gHee
BO3pacTe, MYJIBTHCHCTEMHOE | HaJaJo, HOpayKeHUE OIHOM

MOPaXEHHUE). CHUCTEMBI OPTaHOB).

Kimauka

Manudecranus: cuinbHble Oonu B | Msirkoe, ACUMIITOMAaTHYECKOE
KOHEYHOCTIX, aKpOINapecTe3nu, | TCYEHUE, C MPEUMYLIECTBEHHBIM
AHTMO3KTa3bl, IOMYTHEHUE POTOBUIIBI | IOPAKEHUEM cepaua. B
U XpyCTalIMKa. MOPAXKEHUE CEPJALA, | HEKOTOPBIX CIIydasiX BBISBISETCS
HepBHOU cucteMsbl, nouek, JKKT u ap. | Msarkas npoTteuHypus.

CmepTh HacTymaeT OT YpEMHUHU B

cpeanem B 40 jerT.

Jnarnoctu

Ka

AHanmu3  MOYM:  MHUKpPOAIbOYMUHYpHs, MPOTEUHYpHUS, TIEeMTYpHs,
UWIMHAPYPUSA, KIETKHM MOYEHYHOrO OJIUTENUs, MOJUYpUsl, JIUIUIHbIE
rII00YJIBl B BUJAEC «MaJIbTUHCKOTO KpecTa». B aHanmm3ax KpOBHU: aHEMUS,
PETUKYJIOIUTO3, MOBBIIICHHAS CBEPTHIBAEMOCTh. B Ouomnrtare KOCTHOTO
Mo3ra: Makpodaru ¢ «IeHUCTOW IUTOTLIa3MOM.

buoxuMmudecknii aHAIIN3: CHIDKCHHE o- rajlakTo3uaasel A, Lyso-GB3
MonekyIsipHO-TeHETUYECKOE UccieaoBanne: MyTtanus B rene GLA

MPT ronoBHOro MoO3ra: MopakeHue OeIoro BEIIeCTBa, O4Yard HIIEMUH,
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nonmiep-OxoKI': runeprpodust yneBoro xemygouka, GuOpo3 MuoKapia,
HapymieHue nuacronmueckor ¢ynknuu, OKI': aputvmum, rumeptpodus
JIEBOTO KEITyI0YKa.

OcmoTp BpauyOM-OPTAIEMOJIOTOM: «BOPOHKOOOpa3Has» KepaTonaTus,

3a/iHss CyOKaICyIsipHas KaTapakTa U MOpa)XeHUe COCYI0B CETYATKHU.

Hud. DyK031103, CHAIN]I03, TaJTAKTOCHANIU 103, Oose3Hb [llunaepa.

JIUArHO3

JleueHue depMeHTHAs 3aMECTUTEITbHAS TePaITHs :
Arancuzaaza anbdasBoasat 0,2 MI/Kr B/B OUH pa3 B 2 HeAenu, Arajacuaas
6eta 1,0 Mr/kr B/B O71uH pa3 B 2 HEJEIIN.
[Ipy TepMHHAIBHOH TOYECYHOW HEIOCTATOYHOCTH JICUCHUE IPOBOIUTH
TeMOJIMAJTU30M W/WJIN TPAHCIIaHTAIIUEH TTOYKH.
CHMNTOMaTHYECKOE: TPU  aKpPOMapecTe3usix -  (-aJpeHEPruYeCKUi
Osokatop (QeHokcubeH3aMuH, AUGECHWITHIAHTOMHA M KapOaMaselrHa,
HEUPOTPOTIUH.

[Ipodunak | [lpenatanpHas auarHocTUKa: OWOIICHs BOPCHH XOpwoHa 7-16 Hemens,

THKA U3MEPEHUS aKTUBHOCTH 0.- TATAKTO3K/1a3bl A B KIIETKaX.

MonekynsipHO-TeHeTHUEeCKOeuccaeoBanre: mytanus B rene GLA;

KoHcynbTanus Bpaua-reHeTHKa: pacyeT reHeTUYECKOTO PUCKa.

Boue3nsb [lomne - nedunmt pepmeHTa KUCIOW MaJIbTa3bl B TU30COMAaX.

Otuonorus | Myranus rena GAA, KOTUPYIOMNA KUCIYIO a-TJIIOKO3U1a3Yy.
AyTOCOMHO- pEIIECUBHBIN THUI HACJIECIOBAHUS.

[Tatorenes | MyTtanuu npuBoaAT K AeUIUTY PepMeHTa KUCION a-TIIIOKO3U/1a3hbl,
UJIeT HAKOIIJICHUE TJIMKOTeHA B JIU30COMAaX W Hapymiaetrcs QyHKIus
KJIETOK CKEJIETHOW MYCKYJIaTypbl, CEPACYHON MBIIIIIbI, IEYCHHU.

Yacrora B ro:xnom Kutae u na TatiBane 1:40.000-50.000.
B Agctpun 1:8.684. B I'ommananu 1:138.000

Bapuantel | Mnanendeckas 6oie3ab [lommne manudecTupyeT B epuo/I

HOBOPOXAEHHOCTH, O0JIe3Hb [lomITe ¢ mOo3IHUM HavaaIoM
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Knuuuka

Mnanenueckass Oone3np Ilomme: ¢ 2-3 mec. HOSIBISIETCS MblILIEYHAs
TUIOTOHUSL M TPOrpeccupyronias MbllledyHas ciaaboCcTh, IJIOTHOCTh
MBIIIL, YBEJIUYEHHE s3blKa, CIA0OCTh MBI JUIA, [PU3HAKU
JBIXaTEIbHOCH M CEplIeYHON HEJOCTaTOYHOCTH, 3aJepiKKa (HU3MUECKOTO
pazButus. bonesnp Ilomne ¢ no3gHUM HayajgoMm: OJaronojy4Hoe
pa3BUTHE B MIIaJICHYECTBE, MaHU(ecTUpyeT nocie roja. [IposBusercs
MHUOIIATUYECKUM CUHIAPOMOM, YMEPEHHON OpraHOMErajaveu, 3aJep:KKoun
dbopmMupoBaHus JBUTATEJIbHBIX HaBBIKOB, JIbIXaTeIbHOU

HEAO0CTAaTOYHOCTBIO.

JlnarnocTtu

Ka

KpoBb: cHMXEHNE aKTUBHOCTH KUCJIOM a-TJIFOKO3U/1a3bl, IIOBBILLICHUE
K®K u HarpuilypeTuyeckoro nentuaa, nopbimeHue aktuBHoctd ACT u
AJIT. I'enoauarnoctuka: myrtanuu rena GAA.

OHMTI': napymenue ¢hpyHKuuu nepupepruyecKux ABUraTeIbHbIX BOJIOKOH
Y HEPBHO-MBIIIEYHOH Iepe1aun

OKT u OxoKI': kaparomeranusi, runepTpodust MHOKap/ia U HapyIIeHUS

putMa cepaua. Y3U: yMepeHHOE yBEIUYECHUE IEUEHU

Jleuenue

Jnera
depmMeHTO3aMeCTUTEIbHAS TepaITHs: alrIoKo3uaa3a anbda 20 mr/kr 1

pa3 B ABE HEJEIIH

[Tpodumaxr

HKa

[IpenaranbHas auarnoctuka: ananu3 JIHK u3 Ouonrara BOpcuH XopHoHa
Ha 11 Henmene 6epeMEeHHOCTH WIIM KJIETOK aMHUOTHYECKOM KHUJKOCTH,

IJIOTHOM KpOBH Ha 22 HejeNe 0epeMEHHOCTH.

JleiikogucTpoduu (cynpbaTugHblii  JAUOWA03)  —  Tpynma  JIM30COMHBIX

HEHpoJIereHePaTUBHBIX 3a00JICBAaHUI C pa3pyIICHNEM MUEIHHA B MO3Te

Bpoxnenn | Uudantunshas | KOBeHwmIbHAS Bspocnas ¢popma

ast dopma | hopma dbopma

OTHOJIOTUA

MertaxpomaTtuueckas Jedkoauctpodusa: myrtauus reHa 22ql3.31-qter,
KOAMPYIOLIETr0 JU30COMHYIO apuicyibdarazy A.

Cynanodunbnas nevikonuctpodusi: myrauuss reHa ABCD1 xpomocombl




116

X, nokyc Xq28, xoaupyromuii 6enok ALDP

I'moGouano-knetounas neitkoguctpodus (6one3nr Kpadbbe): myranus B
rene GALC B 14q31, xogupyeT pepMeHT rajlakTo3uIIepaMuiazy
Cnonrno3nas nereHepauus Ban-borapra-beptpana: wmytanmus reHa
ASPA, B 17-i1 XxpoMocoMe, KOIUPYIOIIUN aciapToanuiiaszy.

bonesnr Anexcanaepa: mytaruu rena GFAP 17q21, konupyromuii 6e1ok
GFAP. Jletikonuctpodus ['amnepBopaena-IlInatia: aGeppaiuu B reHe

naHTOTeHAaTKMHAa3bI JOKyC 20p12.3—p13 20-i1 XxpoMOCOMBI

I'enetnka | AyTOCOMHO-PEIECCUBHBIN TUI HACIEAOBaHUS (METaXpoMaTHYeCKast
nerikoauctpodus, 6o1e3np Kpadboe, cnionrnos3Has nerenepaivs BaH-
borapra-beptpana, neitkoguctpodus I'amneppopaena-Ilinaria)
AyTOCOMHO-TOMUHAHTHBIN THIT (00J1€3Hb AJleKcaHaepa)

X-CLEIUICHHBIN PEleCCUBHBIN TUT (CynaHO(HIbHAS JTEHKOAUCTPODHS)

[Matorene3 | ['eHeTHYyeckn ETCPMUHHMPOBAHHBIM SH3UMHBIA JeekT (JTM30cOMHas
apwicyibdaTaza A, Oesok ALDP, rajakTo3uiIlepaMuiasa,
acraproarmiasa, 6enok GFAP, maHtoreHaTkrnHa3a) BeleT K OOMEHHBIM
HapYIICHUSIM C OTJIOKEHUEM OIpEAeNICeHHOro MeTabonuTa (CyiabhaTusl,
3(upbl  XOJIECTEpMHA C HW3MEHEHHOW XHUMHYECKOH CTPYKTYPOH,
HEJIOOKUCJIEHHBIE  JIMIUIBI, N-ameTun-acnapariHOBYK0  KHUCJIOTa,
u3MeHeHHbIH Oenok GFAP, 1mucTemH) B HEpPBHBIX CTPYKTypax u
comarudeckux opranax. CieactBueM MeTaOOJUYECKOW aHOMaIuu
SABIISIETCSI  pa3pylIeHHe MHUEINHAa O00O0J0YeK HEPBHBIX CTBOJOB U
OPOBONAIIMX  IyTeH, THOEIb HEHPOHOB ¢  3aMCIICHHEM  HUX
pa3pacTarouiencs TIIHAIbHON TKaHbIO.

Hauvano 0-1 mecsint | 1-2-# rox sxu3Hu | 4-12 ner 14-62 rona

Knunavka | anHO? MIPOTPECCUPYIOIIA | HAPYILLICHUE MIPOTPECCUPYIOLIEE
JTUCIIHOD | 4 3a/iep’KKa | BHUMaHUE U3MEHEHHE
LIAHO3 MICUXOMOTOPHOI'O | MOTOpPHAs JUYHOCTH
TOHUKO- | pa3BUTHUSA HEJIOBKOCTh noreps
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KJIOHUYEC
K€
CyZloporu
MBIIIIEYHA
i
TUIIOTOHU
i

ruoeinr B
TEYECHUE

1-x cyTok

Iporpeccupyroma
S MBIIICYHAS
THIIOTOHUS
runopediaexcus
TeTpanapes
TOJTUAPTPAITUH
aTaKCcHs
Oynb0apHo-
nceB100yab0apH
bII CUHJIPOM
nerepeopauoHy
ast peTUIHOCTh
aTpodus
3pUTENBHBIX
HEPBOB
TU3apTPHUs
CYJIOpOTH

rudein B 3-7 Jer

JTMHAMHUYeCcKast
aTakcHs
Tpemop,
TUTIEPKUHE3bI
MBIIICYHBIN
TUTIEPTOHYC
aTpodus
3pUTEITBHBIX
HEPBOB
nceBno0ynp0apH
BII ITapainy
CyJloporu
crudaTesbHbIC
KOHTPAKTYPbI
perpeccus
HABBIKOB
rubenp BO  2-M

ACCATHICTUHN

npo¢eCCUOHATIBHBIX
HaBBIKOB

araTus
SMOIIMOHAJIbHAS
J1a0MIIBHOCTH
HapyIIeHUE TaMATH
JIe30pUEHTAIIHS
TICUXO03bI
JeTrpeccust
raJTFOIIMHAIIM T
00€3IBIKEHHOCTD
AHYpE3, PHKOIIPE3
aTpodus
3pUTEIILHBIX HEPBOB
CyJloporu
CHACTHYECKUM
TeTpamnapes
JEKOPTUKAITMOHHAS

I103a

JlaGopatop
-HBIC

JaHHBIC

KpoBs: HegocTaTtouHOCTh apuicynbdaTassl A B TeHKOIUTAX, IPUPHI

XOJIECTEPUHA C U3BMEHEHHON XUMHUUYECKOU CTPYKTYPOU, CHUKEHHAs

aKTUBHOCTD TaJlakToIepeOpo3uaa3sl. Moya: yBenudeHue cyab(aTuios,

YBCIMYICHHUC N-aI_[eTI/IJI-aCHapaFI/IHOBOﬁ Kucia0Thl. CIMHHOMO3TOBas

KUJKOCTh: YBeJIMUYCHUE KOHIIeHTpanuu Oenka (100 mr/mn) u

cynbdatunoB. MPT u KT romoBHOro Mo3ra: odyaru J1eMHCITHHA3AIIAH.

O0I': NOBBIILIEHUE BHYTPUUEPETHOTO AABICHUS, 3aMEIJICHUE WU

oTcyTcTBHE a-puTMOB. DHMI': 3aMemsieHne ckopoCcTH HEPBHOM Nepeaadn

[I9T: camxenne metaboiM3Ma B 30HE MaUTHAyMa

I'ma3Hoe JHO: CUMIITOM ,,BUIITHEBOM KOCTOYKH,,
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bunonus mo3ra: BonokHa Po3eHTansg
I'enoanarnoctuka: Mytanus rena 22013.31-qter, myranuu rena ABCDI1,
mytauus B rene GALC, Myrauus B rene ASPA, myranuio B rene GFAP

Ha 17-ii xpomocome, mytanus B rene 20p12.3—p13 20-i1 XxpoMOCOMBL.

Jud GM; — raHrnmo3u103, HeMPOHAIBHBIN EPOUTHBIN JTUTTO(YCIIMTHO3

JTMarHo3 MUTOXOHJIpUajbHbIe 00sie3HU (6oJe3Hb Jles)

Jleuenue Heruaparamnonnas tepanus: Jlasukc 1Mr/kr , Ho He 6osbiie 20 MT WK
TUTIOTHA3U/]T

AnTUKOHBYJbCUBHas Tepanusi: Kapbamazenun aersam no 6 net 10-20
MT/KT/CyT B 2-3 10351, 6-12 net 100 mr/cyT. Mnu kinoHa3enam aeTsm 10 6
aet 250 Mkr/cyT, 6-12 net 500 MKr/cyT.

TpaHCHHaHTaIII/IH HYHOBI/IHHOﬁ KpOBH WJIN TICpCCaaKa KOCTHOTO MO3ra.

[Mlpopunax | [IpeHatampbHass  AWATHOCTHKA:  OWOICHMS  BOPCHH  XOpUOHA U
THKa AMHUOTUYECKOW JKHUAKOCTH M HAXOXKICHHE B HUX HEIOCTATOYHOCTH
dbepMeHTOB (I MeTaxpoMaTH4YeCKOW JeHKoaucTpohuu, TIOOOUTHO-

KJIETOYHOM JIGHKOUCTPOPUHU U CyaaHOPUILHON JEHKOIUCTPOPUHN)

IN'mnepaunuaemum.

bonesnn ¢ HapymeHueM MeTaboiu3Ma JIMIONPOTEHIOB B KPOBU  WIU
TUNEPIUIUAEMUN - TOBBIIIEHUE YPOBHS JIUIHMIOB B IJIa3ME KPOBHU, B KOTOPON OHH
comepkarcsi ¢ ambOyMHHOM B BHIE 5SMyJbcuu. JlumompoTeuasl oOecneynBaroT
TPAHCHOPTHPOBKY  XOJECTEpHUHA W  TPUINIMLEPUAOB K opraHam. [IpuumnHon
HACJICJCTBEHHBIX  THMEPIUNUACMUNA  OOBIYHO  SIBISIETCS  HapylieHue oOMeHa
JTUTIONPOTENAOB (I€PEKT PEeluenTopoB JIUMONPOTEUAOB). M30BITOK TUNUAOB B KPOBU
MIPUBOJIUT B MEPBYIO OYEPEb K TOPAKEHHUIO OPraHOB CEPACYHO-COCYAUCTON CUCTEMBI.

Haubomnee spkuM TpenCTaBUTETBCTBOM JTOW TPYMNIBI 3a00JICBAHUI SBISICTCS

ceMeilHasl THIIEPX0JieCTePUHEMHUS.

CeMeiiHas TUNEPXOIECTEPUHEMUS.

I'enetuka | Yacrora retepo3urotHeix ¢opm 1:500, yactora roMo3uUroTHbIX (HopM

1:250 000.
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ITHOJIOTUA

Tun HacnmenoBaHMs - ayTOCOMHO-IOMUHAHTHBIM. BpIsiBIeHO 4 Kiacca
myTtanuu reHoB peuenrtopos JIITHIIL, B pe3ynprate Hapymaercss CUHTES3,

TpaHCHOPT, CBA3bIBaHUE U Kiactepusauus JIITHII B knetke.

IIaTorenes

JIIIHIT TpancnmopTupyrOT [OBE TPETH BCErO XOJECTEpHUHA IUIa3Mbl U
HauOosiee Ooratbie UM (coiaepkaHue xojectepuHa jao 45-50%). JIITHIT
ABJIAIOTCS. OCHOBHOWM TpaHCIOPTHOM (OpMOIl XonecTepuHa ISl HYXI
COCYUCTOM CTEHKH, U IPU IATOJOTUYECKUX YCIOBHUAX - HCTOUYHUKOM
HAKOIUICHHSI €r0 B CTEHKE COCYJI0B, YTO 00YCIaBIMBAET Pa3BUTHE PAHHETO

" PC3KO BBIPAKCHHOI'O aTCPOCKIICPO3a.

Haugano

B nerckom Bo3pacre.

Knnauka

PaHHSIS TUIIEPXOJICCTEPUHEMHS, KCAHTOMBI Ha KOXKE, Ha CYXOXKHIIUSX
JUTIONHAsT Jyra Ha pOTOBHIE, B TEPHOJ IIOJIOBOIO CO3PEBAHUS -
aTepOMaTO3HOE TOpaKEHUE YCThsl A0PThl U KPYIHBIX apTepuid, CTEHO3
BEHEUYHBIX apTepUi, UTO MPOSBIIAECTCS CUCTOJIMYECKUM IIIYMOM Ha aopTe

uiieMudeckass OOJe3Hb cepAlla, MaHKpeaTHUT, CMepTh, OT OCTPOU

KOpOHapHOﬁ HCOAOCTATOYHOCTH, B BO3PACTEC N0 30 ner

Jlmarnoctu

Ka

onpenenenne yposHs JIITHIT-XC B ceiBOpoTKEe KpoBH, OMOXUMHYECKas,

OKT', Y31 BHYyTpEeHHUX OPraHOB

Hud

JIMarHo3

IEpaMUHBIA  JIUIHJI03 (6one3Hn dapbepa), HEBpPOHAJIbHBIE

neponunodycuHo3b1, 6ose3Hb Pedcyma, 6ose3up Bonsmana

Jleuenue

CumnTomMaTUYeCKOE: IUETOTEPAIHs C OTPAHUYEHUEM KMBOTHBIX JKUPOB
wrazmodepe3 OJIMH pa3 B 2 HeAeU

IpU TETePO3UTOTHHIX (opmMax CceMEWHON THUIMEePXOJIECTCPUHEMHUH -
JIEKapCTBEHHBIE CPEJICTBA, CHIIKAIOIIUE YPOBEHb XOJIECTEPHUHA U
JMIIONIPOTEUIOB B KPOBM W OIPAHUYMBAIOIIME WX BCACBIBAHHUE B
KHUIIEYHUKE IIYHTUPOBAHUE - AaHACTOMO3 MEXIY TOLIEH W IMOJAB3IO0LIHON
KHUIIKAMU, JJI CHM)KEHHSI BCACBIBAHHS XOJECTEPUHA, TPAHCIUIAHTALUA

IICYCHHU
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12. BOJIE3HU C HACJEACTBEHHbIM ITPEJIPACITIOJIO’)KEHUEM

BoJie3Hu ¢ Hac/1eACTBEHHOH MPeAPACHOJI0KEHHOCTBIO - HApsIAy ¢ OOJE3HSIMH,
ATUOJIOTUYECKH O0YCIIOBJICHHBIMHU HACJIEICTBEHHOCTHIO (T€HHBIE U XPOMOCOMHBIE) HIIH
(dakTopamu cpepl (TpaBMbl, 0XKOTH), €CTh IpyIina 0oJie3HEH, KOTOpbIe Pa3BUBAIOTCA Y
JUI[ C COOTBETCTBYIOIIMM TE€HOTUIIOM (COYETAaHUE «IIPEAPACTIOAralolinXy ajiesien)
IIpU MPOBOLUPYIOIIEM JEUCTBUM HEOIaronmpusTHBIX (HakTOpoB cpeabl. B Hacrosiee
Bpemsi 3Ta rpymnmna coctaBisieT 90% oT olbmiero uymcia HacieICTBEHHOM NaTOJOTHH
YEJI0BEKA.

MHorue n3 GEeHOTUITHMYECKUX MPU3HAKOB YEJIOBEKA KOHTPOJIUPYIOTCS OOIBIITUM
KOJIMYECTBOM TeHOB. Kaxkniplii M3 3TUX T'€HOB JAEHCTBYET HE3aBUCUMO OT Apyrux. B
OOJIBIIIMHCTBE CJIy4a€B H3MEHUHUBOCTh (PEHOTUIIMUYECKUX TMPU3HAKOB B MOMYIISIUH
OTpa)kaeT COBMECTHOE JEHCTBUE COBOKYITHOCTU T'€HOB M (haKTOPOB BHEITHEW CpeJIbl.
JIaBHO M3BECTHO O CYIIECTBOBAHHHU «CEMEWHOW» IPEAPACIIONOKEHHOCTH KO MHOTHUM
pacnpocTpaHEHHBIM 3a00JIEBaHUSIM, TAaKMM KaK CaxapHbId HUa0eT, 37I0KaYeCTBEHHbBIE
OIyXOJM, OpOHXHalbHasi acTMa, s3BE€HHas OOJIe3Hb, apTepuaibHas TUIEPTEH3US,
aTepoCKIIepo3, UIIeMHuueckass OoJie3Hb cepAlla, peBMaTH3M, LHUPPO3 TICUYEHH,
30 PEeHHs U Ap., OJHAKO UX TeHETUYECKUN KOMIIOHEHT HE HacJeyeTcs M0 3aKOHaM
Mennens. Takoi Tin HacIeI0BaHUS HOCUT Ha3BaHHE MYJIbTH(AKTOPHAIBHOTO.

HacnexyemocTtb - 53TO CTENEHb, C KOTOPOW MPEAPACIOIOXKEHHOCTh K
3a00JIEBaHUIO OMPEAENACTCS TeHETUYECKUMH (haKTOpaMu B CPaBHEHHH C (pakTopamu
OKPY’KAIOIIEH CPEBI.

I'pagaumsa HacJjieyeMoCTH M3y4aeMOro MPHU3HAKA BBIPAKAETCS B METPUUECKUX
€MHULIAaX U Ha3bIBaeTCs eHOTUNNYECKNM 3HAYCHUEM.

ITHOJIOTUSA U MATOTeHe3 JaHHBIX O00JE3HEeH CIOXHBI U BO MHOTOM HE M3yYCHBI.
B ocHOBe HacnenCTBEHHOW NPEAPACIIONOKEHHOCTH JICKHUT IIUPOKUNA TE€HETHYECKHUM
noJimMoppu3M TOMYJANMA YelnoBeka 1o (epMeHTam, OenkamM W aHTHTEeHaM. B
nonyJsiiusix yenoBeka He meHee 25-30% mnokycoB (u3 40 000) mpeacTaBieHO ABYMs
amtenamMu U Oonee. CregoBaTeNbHO, WHAWBHUIYaJbHbIE KOMOMHAIMU —allienen

HCBCPOATHO MHOFOO6pa3HI)I. Onun oOecneunBaroOT IF'CHETUYICCKYI0 YHHKAJIbHOCTD
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KAXK/10r0 YeJI0BeKa, €ro ClIoCOOHOCTH, (PU3NYECKUE OTIIMYUS U PEaKI[UU OpraHu3Ma Ha
MaTOreHHbIe (PaKTOPBI OKPY>KAIOIIEH CPEIbl.

ANJITUTHBHOE B3aUMOJEHCTBUE HECKOJBKUX T€HOB U (HaKTOpPOB CpPEabl
OTpEeNENIAeT XapaKTep CEMEHHOTro HaKOIUIEHUsS MJis OOJbIIMHCTBA OOJE3HEeW ¢
HACJIEICTBEHHOU MPEAPACIIOI0KEHHOCTHIO.

CyllleCTBYIOT TpPH CTeNeHU HACJEACTBEHHOW TMPeAPACHOJ0KEHHOCTH H
BO3/IeCTBUSI cpelbl: ciabas, ymepeHHas, cuibHasg. [Ipu cnmaGoit HaciiencTBEHHOM
PEAPACTIONOKEHHOCTH W HEOONBIITUX BO3JEHCTBUIX CPEbl OPTaHU3M MOICPKUBAET
romMeocta3 U OOJE€3Hb HE pa3BUBACTCS, HO TPU YCUJICHUU BO3JEUCTBUS BPEIHBIX
(bakTOpOB cpebl onpeeaEHHbIN MPOIICHT JUIL yxke 3a0oseBaet. [lpu Gombineit creneHu
HACJICJICTBEHHOW TMPEIPaCIIONIOKEHHOCTH (PAKTOPhI Cpelbl MPHUBOASAT K OOJBIIEMY
YUCITy 3200JICBIIIHX.

Ot1anuust OoJe3HEH C HACICIACTBEHHOW MPEIPACIIONOKEHHOCTBIO OT APYTUX
(dbopM HacneACTBEHHOM MAaTOJOTUH (TEHHBIX U XPOMOCOMHBIX O0JIE3HEH ):

1) npu reHHbIX OONE3HSAX, WICHOB CEMbU MPOOaHIa MOXHO pa3leiuTh Ha
OONBHBIX W 3J0POBBIX, a MYJIbTH(AKTOPHAIbHBIE OO0JIE3HM HMEIOT HENpPEepPhIBHBIE
KIIMHUYECKHE TIePEeX0/Ibl B MpeJieax OJHON 1 TOH ke HO30JIOTHIECKON (DOPMBI;

2) nns Oone3HeW C HAacNeJACTBEHHOM MPEeapacloioKEHHOCThIO XapaKTEPHO
pa3iinuue B UX MPOSIBIICHUH U TSHKECTU TEYEHHUS B 3aBUCUMOCTH OT 110JIa U BO3PAacTa;

3) U3y4HTh PACIPOCTPAHCHHOCTh TaKUX OOJIE3HEW BO BPEMEHHU CIIOXKHO, T.K. B
MOMYJSAIUAX TEHETHYeCKasl TPEeapacloNoKeHHOCTh W (aKTOPhl CPEeAbl IITUPOKO
BApBUPYIOT;

4) BbICOKas yacTora OOJIe3HEH C HACIEICTBEHHON MPEapacloioKEHHOCThIO B
OTIpEICIEHABIX CeMbsIX (HAKOIUICHUE), OOYCIOBICHHAS] TEHETUYECKON KOHCTUTYIIHEH
CEMbH.

KIIACCU®UKALIMA BOJIESHEN C HACJIEJJCTBEHHOU
IMPEAPACIIOJIOXKEHHOCTbBIO
1) BpoxIEHHBIC MOPOKHM Pa3BUTHs (pacileinHa T'yOobl W HEOA, CTUHHOMO3rOBas

IpbIXa, CTEHO3 NMPUBPATHUKA, aHAHIIe(PaTus, TUIIOCTIAUS U JIP.);
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2) TICUXWYECKUE W HEepPBHBIC 00JIe3HM (MU30(DPEHUS, SMMUICTICHS, MAaHHAKAIBHO -
JIETIPECCUBHBIN TICUX03, PACCESTHHBIN CKIIEPO3 U JIp.);

3) Oone3nu cpeaHero Bo3pacta (mcopwa3, OpOHXHAlIbHAS acTMa, S3BEHHAs
00JIe3Hb JKENMyAKa W JABEHAJIATUIECPCTHON KHUIIKU, HIIEMUYEecKas 00Jie3Hb cepjla u
ap.). bonee 90 % Bcex ciydaeB XpOHUYECKOU HEMH(PEKITMOHHOMN MATOJIOTUU YEIOBEKA.

BrigensitoT aBa kiaacca 0oJjie3HEN ¢ HACIEICTBEHHOM MPeIpacioioKeHHOCTHIO:

MOHOI'EHHBIE ®OPMBI

MoHoreHHasi  HacJIe[ICTBEHHAsi  NMPeIPacHoOKeHHOCTh  CBsi3aHa  C
MaTOJIOTUYECKOW MYyTalMedl OJHOTO TeHa, HO JUIs TAaTOJOTHYECKOrO MPOSIBICHUS
MyTaluu TpeOyercs 00s3aTeNibHOE JEHCTBUE HECKOIBKHX CTPOro CHEIU(DUUIESCKUX
BHEIITHECPEIOBBIX (DaKTOPOB. DTa MPEAPacoNoKEeHHOCTh, HACIEIYETCS 0 ayTOCOMHO-
PEIIECCUBHOMY WM X-CIECTUICHHOMY PEIECCUBHOMY THIYy, HO HE COOTBETCTBYET
MEH/JICJIEBCKUM THUIIAM HACJIeJ0BaHUsA, MOCKOJbKY HOCHTENh Ha MPOTSKCHUU KU3HU
JIOJKEH KOHTAKTUPOBATh C «IPOSBISIIOIUMY» (aktopoM. K Hacrosimiemy BpeMeHU
u3BecTHO Oosiee 40 JTOKYCOB, MyTallMM B KOTOPBIX BBI3BIBAIOT 00JE€3Hb MPHU JIEWCTBUU
«IPOSBISIONIEro» (hakTopa, CIeUPUIHOrO IS KaKI0TO TeHA.

[Ipumepamu Takux OoJie3HEH CIy)XaT pa3BUTHE TMATOJOTHYCCKUX COCTOSHHH Yy
JIUII, TPUHUMAIOIINX JIEKAPCTBA, HEOOBIYHBIE PEAKIIMK Ha MPOAYKTHI MUTAHUS, (PAKTOPHI
BHEITHEH Cpelbl XUMHYECKOr0 M (U3UYECKOTO Xapakrepa U T.JA. OTH COCTOSHUS
MOAPOOHO U3YYAIOT Pa3Aesibl MEAUIIMHCKON TeHETUKH: (hapMareHeTHKa U DKOT€HETHKaA.

IIpumaxuHoBasi aHeMus Wid ¢paBu3M. B OCHOBe maroreHesa JIEKUT TE€MOJIU3
SPUTPOLUTOB, HACTYMAIONIMK JIMIIb Yy HEKOTOPBIX JIIOAEH TMocie mpuemMa
JEeKapCTBEHHbIX mpenaparoB (okojso 30 HauMMEHOBaHWI, B TOM UHCIE H
MIPOTUBOMAJISIPUITHOTO TIpemaparta mpuMaxuHa, CyiabhaHuIaMUI0B) WIN YIOTPEOICHUS
B nuiy koHckux 0000 Vicla fava. T'enermyeckas ocHoBa - MyTanMs TIEHa,
KOHTPOJUPYIOIIETO CUHTE3 (PepMeHTa TIoK030-6-hocharneruaporenassr (I'-6-OI).
[locnencTBueM 3TON MyTallMU SIBJSIETCS CHMXKEHHE aKTUBHOCTH JAHHOTO (hepMeHTa,
OCOOCHHO B CTapelOllUX SPUTPOLMTAX, YTO U OOYCIaBIMBAECT UX pacmaj - reMOJu3.

3aboneBaHre HACIEQYETCSl CIEIUIEHHO ¢ X-XpOMOCOMOM IO pELECCUBHOMY THITY.
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O6nanateny AaHHOW MyTallUM B TOMO- M T€TEPO3UTOTHOM COCTOSIHUM YCTOMYUBBI K
MaJIipyi, B CBSI3H, C YEM OHA JOCTATOYHO IIMPOKO PACHPOCTPAHEHA B Psijie MOMYJISIIIUA
Adpuku, Azuu, Cpean3zeMHOMOpbs, 3aKaBKa3bsl.

Murpenb, pa3BUBaeTCs MOCIE MpUeMa chipa (MIPOBOIUPYIOT - KATEXOJAMUHBI),
I0KOJIa/1a (HU3Kasi akTUBHOCTh B OpraHu3Me (hepMeHTa MOHOAMUHOOKCHUIAa3bl).

Crnenuduyeckue peakuum JIOAeil HAa aJKOrojb. B momyndnusx a3uaTcKux
HApOJIOB BCTPEUAIOTCS OCOOEHHO YacTo. Y JIMI, HNPUHUMAIONIUX HEOOJbIIoe
KOJIMYECTBO aJIKOTOJIsl, HAaOJI0/IaeTCsl MOKPACHEHUE JMIla M Pa3BUBAIOTCS MPU3HAKU
QJIKOTOJILHOTO  OTpaBJICHWs, 4YTO  CBS3aHO C  HEXBaTkoW  ¢epmeHTa -
AJIKOTOJIBJIETUAPOTEHA3bI, PACIICIIISIONIETO CITUPT.

HenepeHocuMoCTh KMPHOWl NHMIMA - B paHHEM BO3pacTe JHIA CTPaaaroT
aTEPOCKIEPO30M, HH(HAPKTOM MHUOKap/a.

['eHbl HemepeHOCHMOCTH JAKTO3bI IIUPOKO PACHPOCTPAHEHBI B TOIMYJISIHAX
IOro-Bocrounoit  Asmm  (mo 95-100% kopeiinieB, KHTaiIeB, SMOHIIEB), CpeIu
amepukaHckux HerpoB u wunHzeineB (70-75%). Cytp 3Toro aedexra CBOAMUTCS K
OTCYTCTBHUIO BBIPAOOTKU B KUIIEUHUKE (PEPMEHTA JIAKTa3bl, IPH 3TOM (DEpMEHTATUBHOE
pacIierieHre JaKTO3bl 3aMeHsAeTCA 0aKTepUalbHBIM, YTO BEIET K PA3BUTHIO TUAPEH.

Huanakus B CBsI3U C HETIEPEHOCUMOCTHIO O€lTKa KICHKOBUHBI MIIEHUIIBI U PXKU -
riraauHa. [Ipu 3ToM HapyliaeTcss BcachblBaHME B TOHKOM KHUIIEYHUKE BOJABI, KUPOB,
VIIEBOAOB, OEIKOB, YTO COMPOBOXKIACTCS uapeeii, moreped Beca, MOBBIIICHHBIM
BBIBEJICHMEM a3oTa MW JAp. Hacienyercss mo ayTOCOMHO-JOMHUHAHTHOMY THIY C
HETMOJIHOW MEHETPAHTHOCTHIO.

[Ipumepamu pa3nuYHBIX peakuuii Ha (usnyeckue ¢GakTopbl BHEIIHEH Cpeibl
MOXET SIBJIIThCS WHAMBUIYyalbHAasi YyBCTBUTEIBHOCTh K XOJOAY, COJTHEYHOMY CBETY,
COJISIM TSIKEJBbIX METAJUIOB U T.J.

Kak BugHO W3 BBINIE W3I0KEHHOTO, ATy TPYMIy OOJE3HEW TaKKe OTHOCIT K
SH3UMONATHUSIM, HO KJIMHUYECKOE MPOSBICHUS HACTYNAIOT JUIIb B CIydasX NEUCTBUS

MPOBOLIMPYIONIUX (HAKTOPOB, YCTpPaHEHHE KOTOPBIX OKa3bIBA€T TEPaNeBTUUCCKUI

3 dexr.
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[MTOJIMT'EHHBIE ®OPMBbI

[MonurenHnass  HacJdeACTBEHHAasi  MPeAPACIOJOKEHHOCTb  OINPEACISIeTCA
COYETAHUEM aJUIeJIell HECKOJbKMX TeHOB. Kaxaplil amiens B OTAEIBHOCTH CKOpEe
HOpMaJIbHBIN, YeM matojoruueckuid. [Ipenpacnonaraer k 6osie3HsIM ompeeEHHAs UX
koMmOuHarusi. OmpejeneHue HSTHUX TEHOB M WX auienedl  3arpynHeHa. CBoi
MAaTOJOTMYECKUN TOTEHIMA OHU MPOSIBISIOT BMECTE€ C KOMIUIEKCOM HECKOIBKUX
BHEIIIHECPEIOBBIX (PaKTOPOB. DTO MYJbTH(PAKTOPUAIbHBIE 00JT€3HM.

IIpu3HAKH NMOJUTE€HHOT 0 HACJIEIOBAHUS:

1. Yem pexe BcTpeuaeTcs: 00JI€3Hb B MOMYJISIINKI, TEM BBIIIE PUCK ISl POJCTBEHHUKOB
npoOaH/ia U TeM OOJIbIlle pa3HHUIIa B BEJIMUUHE PUCKA MEXy pojacTBeHHuKamu | u 1l
u |l u lll crenenu poxactra.

2. Yem cunbHee BbhIpakeHa 00JIe3Hb y pobaHa, TEM BBILIE PUCK 3a00JIeBaHUs ISl €T0
POJCTBEHHHUKOB.

3. Puck s poicTBEHHMKOB MpobOaHia OyAeT BhINIE, €CIIM UMEETCs APYroil 6oIbHOU
KPOBHBIN POJICTBEHHUK.

4. B cinydae pa3HMIIBI B 4acTOT€ OOJIE3HM IO TMOJIy PUCK IJIsi POJCTBEHHUKOB OyaeT
BBIIIIE, €CITM MPOOaH/ OTHOCUTCS K MEHEE TIOpakaeMOMY TIOJTY.

JAnarnocTuka 0oJie3Hel ¢ HACJeICTBEHHOH NMPeAPaCoI0KeHHOCTHIO:

Jlis JIOKa3aTeIbCTBA HOJINTEHHOU MIPUPOJIBI HacJIeICTBEHHON
MIPEAPACIIONIOKEHHOCTH K O0JIE3HAM MPUMEHSIOT 3 METO/a: KIMHUKO-T€HEATOTHIECKUH,
OJIM3HETIOBBIN U MOMYJISAIIMOHHO-CTATUCTHYECKHIA.

1. KiiuHUKO-TeHeaIoru4ecKnuii MeTOoI.

1. IIpoGanasl AensST Ha TPYNIBI B 3aBUCHMOCTH OT HAJIWYHUS B POJOCIOBHOM
O6ompHBIX. [Ipm sTOM cmocoOe aHamM3a JaHHBIX NPOOAHAAMHU SBISIOTCS TOJBKO
OONbHBIC, OT KOTOPBHIX IMOJIYYEHBI CBEJCHUS B OTHOIICHUH OSTOH XK€ OOJe3HU JIs
poIICTBeHHUKOB. Hampumep, y JHil ¢ THIEPTOHUYECKON 00JIE3HBIO COOUPAIOT CBEACHUS
0 HAJWMYUM TUNEPTEH3UHU Y KUBBIX WM yMEPIIMX poAuTenei. 3aTeM Bcex MpoOaHao0B

JeNST Ha TPYNIbL: a) HMEIIMUX pojauTenie 0e3 TumeproHuyYeckol Oose3nu; O)
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UMEIOIUX OJHOrO OOJIBHOIO POJUTENS; B) MMEIOIIMX ABYX OOJBHBIX POAMUTENEH, U

MIPOBOJAT KOJIMYECTBEHHOE CPABHEHUE MOIYYEHHBIX TPy,

2. YacToTy OOJIbHBIX CPEI POJICTBEHHUKOB MOXHO CPaBHUTH B IrpyIie O0IbHBIX
npoOaHJOB U B CIEHHAIBHO TMOAOOpPAHHONW KOHTPOJBbHOW Tpymnme (¢ yuyéToM moda,
BO3pacTa, OSTHUYECKOM MPUHAJIE)KHOCTU, OBITOBBIX YCJIOBUH, NPOU3BOJCTBEHHBIX
BpenHocTed W T.1.). Bco paboTy mo cOopy KIMHHMKO-TE€HEAJOTUYECKUX JTaHHBIX
IPOBOAST CTPOTrO UAESHTUYHO JIJISi POJCTBEHHUKOB COOTBETCTBYIOIIEH CTEIIEHU POJICTBA.
Hanmpumep, u3 0Oonplioro yucia CTyAEHTOB OTOMPAIOT JBE MPUMEPHO pPaBHBIE IO
BEJIMYMHE TpyNmbl: OOJIbHBbIE S3BEHHOM O0JIe3HBIO U 370poBbIe. Jlanmee cobuparor
KJIMHUKO-TEHEAJIOTUUECKUE JIaHHbIE O HaJMYUU $3BEHHOM OO0JIe3HHM Yy poauTenei,
OpaTbeB, CECTEp M CPaBHUBAIOT YaCTOTy S3BEHHOM OOJE3HH Yy POJACTBEHHUKOB
3JI0POBBIX U OOJIBHBIX CTYICHTOB.

3. 3aboneBaeMOCTh B CEMbsIX OOJBHBIX MOXKHO CPaBHUTH C MOMYJISIMOHHOM
4acTOTOM HSTOM ke OOJE3HH - 3TO KOMOMHAIMS KIMHUKO-T€HEAJIOrM4eCKoro u
HOMYJISIUOHHO-CTATUCTUYECKOTO ~ METOJ0B. Ero mnpuMeHAOT [JIs  HU3y4YeHHUs
HACJIEICTBEHHON PUPOABI N30 PEHUH, AIJIEPTUN, PEBMATU3MA U JIP.

[Ipy KIMHUKO-TEHEATOTHYECKOM H3Y4YeHHUH OOJIC3HEW C HaCJIeACTBEHHOW Ipe/l-
PacIoIOKEHHOCTHIO MPU cOOpe aHaMHEe3a Ha/l0 YYUTHIBATh CIEIYIONIUE MOMEHTHI:
[Tockonbky nuarHoctTuka cTépThix Gopm OoJe3HEeH TpyaHa, HEOOXOAUMO O00ECIeYUTh

TOYHYIO0 JIMarHOCTUKY 3a00J€BaHMsI y BCEX SBHO WIM MPEINOI0KUTEIBHO
NOPAKEHHBIX YICHOB CEMBHU.

[Ipu oneHke BBIPAKEHHOCTH OOJIE3HW Y pa3HBIX WIECHOB CEMbH CIIEIyeT OTMedYaTb
CXOACTBO (DEHOTHUIIMYECKOTO TIPOSBICHHS CPEAU  PaA3IUYHBIX MOPAKEHHBIX
POICTBEHHUKOB (popma TeueHUs: OOJe3HH, BO3PACT Hayaja, CTENEHb TAKECTH,
peakiusi Ha JeKapcTBa M T.A.). boOJbIIOE CXOACTBO KIMHUYECKOM KapTUHBI
yKa3blBa€T HA CYIIECTBEHHOE 3HAYEHHWE TE€HETHMYECKOW KOMIIOHEHTBHl H,
CJIeI0BaTeNIbHO, HA BBICOKMW PHUCK PAa3BUTHUS 3a00J7€BaHUSl Yy OJU3KUX KPOBHBIX
POJICTBEHHHUKOB.

CreneHpb KpPOBHOI'O poaACTBa CpCau OOJBHBIX YICHOB CEMBH JOJDKHA OBITh YCTAaHOBJICHA
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TouHO. [Ipu monureHHoM xapaktepe OO0JIE3HH ATO OYEHb Ba)KHO 3HATH JJIS OLICHKU
pHUCKa, TOTOMY YTO CTETEHb PUCKA Y OJIM3KUX POJCTBEHHUKOB PE3KO BO3pacTaeT.
Heob6xoaumo cobupaTh moApoOHbIE U TOYHBIE CBEJICHUS O IEUCTBUU (PAKTOPOB CpPebl B
npe- U TMOCTHATaJIbHOM TMEepuoAax. OTO TMO3BOJISIET CYHIECTBEHHO YTOYHUTH

IIPOTHO3HI.
2. Bian3HenoBbIN METOA AJIsl 10KA3aTEJIbCTBA HACIEACTBEHHOM
NnpeapacnooKeHHOCTH.

brv3HenoBei METO/T CUMTACTCS TOCTATOUHO OOBEKTHUBHBIM U UYBCTBUTEIBHBIM.
Bce wuccnenoBanusi mpoBensTCS IMyTEM CpPAaBHEHUS KOHKOPJAHTHOCTH MOHO- H
TU3UTOTHBIX ~ Omm3HenoB. € momomblo  OJM3HEIIOBOIO  METOoAa  MPOBEICHBI
UCCJICIOBAHUS TIPUPOJIBI MPEIPACIIONOKEHHOCTH K CePACYHO-COCYIUCTHIM OOJIC3HSIM, K
aTonuu, K WHQEKIMOHHBIM OoJie3HSIM W Jp. Bo Bcex ciaydasx KOHKOPAAPTHOCTh
MOHO3UTOTHBIX OJM3HEIIOB B HECKOJIBKO pa3 BHIIIE, YeM JU3UTOTHBIX.

3. IlomyIAIMOHHO-CTATHCTHYECKHE METOABI.

Takue mnOOXOABI HWCIONB3YIOTCA I JOKa3aTeIbCTBA  HACJIEICTBEHHOMN
NPEIPacOIOKEHHOCTH K PaclpoOCTPaHEHHBIM OO0JIE3HSIM HE TaK 4acTo, KaK KIMHHKO-
TeHEAIOTMYeCKU WM OJM3HELOBBI METONbI, XOTS B psAE CIy4aeB OHH Jar0T
yOenuTenbHbIe OKA3aTeNbCTBA B MOJIb3Y MPEAPACIONIOKEHHOCTH.

Hanpumep, HaxomsT Takue parloHbl, B KOTOPBIX B OJHOM M TOW K€ MECTHOCTH
MPOXKUBAIOT pa3HbIe STHUYECKUE TPYIIIbI, COXpaHAIoNe Opaynyro u3osuio. Eciu B
ATUX TPyNMNax YCTAaHOBHWJICA CXOJHBIM 00pa3 >KM3HH W THUTAHUS, POJ 3aHITHHA, TO
pa3HMIIa B YacTOTe wH3ydaeMoW Ooyie3HHM OyaeT oOyCIOBIIEHAa pa3lIuyusIMHU B
KOMIUIEKCAX T€HOB KaXJO0M MOomyJisiuuu. PalloHBl COBMECTHOTO NPOKUBAHUS PAa3HBIX
STHUYECKUX TPYMI ¢ OpayHON M30JsIIMel UMEIOTCS B A3epOaikane (azepOaiiyKaHITbI,
pycckue, apmsiHe), Y30ekucrane (y30€Kd, PyCCKHE, TaDKUKH), ['py3uu (Tpy3uHBI,
a0bxa3lupl) U OpPYrux cTpaHax U pecnyonukax. [Ipy Hcnonb30BaHUM MOMYJISIIUOHHO-
CTaTUCTUYECKUX METOJOB HaJ0 OBITh OCOOCHHO BHUMATEIbHBIM B MOA0OpE TPYMI:
JIOJKHBI ObITh OJTMHAKOBBIMU BHEIIIHHE YCIIOBUS WM, HA000POT, HAJAO BBHIOPATH CTPOTO

HN30JIMPOBAHHLIC OTHUYCCKHUC I'PYIIIIBI.



127

4. MoJiekyJSIpHO-TEHeTHYECKHE METOAbl JUArHOCTHUKU  MyTaluid U
TEHOTUIUPOBAHUS IO MHOTUM MapKEpaM IMO3BOJAIOT MPOBOJUTH JOKIMHUYECKYIO
JMAarHOCTUKY HACIIEICTBEHHON MpeapacnoioKeHHOCTH. JJisi TeHOB: 1) BBI3BIBAIOIIUX
3JI0KQYECTBEHHbIE HOBOOOpa3oBaHMs (peTHHOOJAacTOMa, ONyXoyib Buibmca, pasHble
(bOpMBI KOJIOPEKTAILHOTO paKa, pak MOJOYHOW KeJe3bl U Jp.); 2) CIOCOOCTBYIOIIUX
pa3BuTHi0 arepockiiepo3a (peuentop JIITHII, cuctema cBEépThiBaHMS KPOBU U Ip.); 3)
OTIPENICIIAIONINX HEKOTOPbIe (POPMBI TUIEPTOHUYECKOMN OO0JIe3HU.

5. T'eHeTMKO-dNIHAEMHUOJOTHYECKUI BapUaHT M3YYECHUS HACIEIACTBEHHOMN
PEAPACTIONOKEHHOCTH K OO0JIE3HH - COYETaHWE MOMYJSIIMOHHO-CTATUCTUYECKOTO,
KJIIMHUKO-TEHEAIOTHYECKOT0 U OJM3HEOBOTO MeTo/10B. C BO3pAcTOM YBEIMYUBACTCS
BKJIaJl HACJIEJCTBEHHON MPEAPACIONOKEHHOCTH B pa3BUTHE matoioruu. Jloss
HACJICJICTBEHHOW MPEAPACTIONOKEHHOCTH K OO0JIE3HSIM B JIETCKOM Bo3pacte okoiio 10%,
B cpenHeM Bo3pacte - 15-20%, a B moxwmioM - 25-50%. DT0 BUAHO U3 YBEJIMYCHHS C
BO3pacTOM 4YHCIia OOpalleHui K Bpady, 3aHATOCTH KOEYHOTO (POH/a, BHICOKOH YaCTOTHI
BBIX0/Ia HA MEHCHIO 110 NMHBAIUJAHOCTH, U3 COKpPALIEHUS MPOAOJIKUTEIbHOCTH KU3HU.

Nmemuyeckass 00/1e3Hb cepala — YMEHBIICHUE CHAaO0XEHUS MHOKap/a
apTepHaIbHOM KPOBBIO, CBA3aHA C MATOJOTMYECKHUM MPOLIECCOM B CUCTEME KOPOHAPHBIX
aprepuii. [lo manaepiMm BO3 cMepTHOCTH OT CEpAECYHO-COCYAMCTHIX 3a00JIeBaHUIN
coctaBisieT 31% u sBAsSETCA caMOil 4acTOW MPUYMHON CMEPTENbHBIX UCXOJ0B BO BCEM
mupe. Ha tepputopun P® stoT mokaszarens cocraBisieT 57,1%, U3 KOTOPBIX Ha JIOJIO
NBC Brimamaer Oosiee moJOBUHBI Beex ciaydaeB (28,9%), 4ro B aOCOMIOTHBIX IU(pax
coctaBiisieT 385,6 yemoBek Ha 100 ThICSY HAaceJIEHHUS B TOJ.

I'eHeTn4yeckme U cperoBbie (PAKTOPHI PeaTu3auMu NMPeIPACHOI0KEHHOCTH.

['enoTHIBI I'enetnuecku perepmuHupoBaHHble (PakTopsl | CpenoBbie
PHUCKH uIIeMuyecKas 00Jie3Hb cepua (baxTopbl

I'en JUMasbl | - BBICOKME KOHIIEHTPAIMU B CHIBOPOTKE KpoBU | Kypenue

aumnonporenHoB | obmero XC, JIITHIT yrnoTpeoaeHue

(LPL) - 8p22 - HU3Kas KOHIICHTPAIUS B CBHIBOPOTKE KPOBH | AJIKOTOJIS
JITIBII TUNOAUHAMUS
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I'en
aroJIUIIONPOTENH
a E (APOE) — 19

XpoMocoMa

I'en,
KOAUPYIOLIN A
JHJOTEINAIBHYIO
NOS (NOS-3) -
7035-7936

I'en ATI - 1942

- BBICOKAas KOHIICHTpAlUs B TUTa3Me€ KPOBH
¢ubpuHOreHa

- MIOBBIIIICHHAS KOHIICHTPAITUS B TIa3Me KPOBH
TOMOITMCTENHA (KOHIICHTPAIIUS TOMOITUCTEHHA
YBEIMUMBACTCS Y TOXUIBIX U KOPPEIUPYET C
TIOBBIIIIEHHBIM PUCKOM CEPACYHO-COCYAUCTBIX
3a00J1eBaHUI)

- mon mpobaHaa (KEHIIUHBI OOJCIOT pexe
MYKYUH TOYTH B 3 pasza, KIMHUKA BO3HUKACT
Ha 10-15 mer mo3xke, B CBA3U C BBICOKHM
YPOBHEM  JKCHCKHX

ITOJIOBBIX IrOPMOHOB,

MOP(]OTOTHYECKUMHU OCOOCHHOCTSIMU

CTPOCHHUS KOJIJTaTePaTbHBIX COCYJIOB
KOPOHAPHBIX apTepuil)

- Bo3pacT T1pobaHma (Oonee  BBICOKas
3a00J1€Ba€MOCTh CTAPIINX BO3PACTHBIX TPYIII)
- TUNIEPCTEHUYECKH I THIT TETOCIOKECHUS

- JTUYHOCTHBIE OCOOEHHOCTH (SHEPTUYHOCTH,
YCKOPEHHBI TeMI paboThl, CTpEMJICHHE K
JOCTIKEHUIO TIOCTABJICHHBIX IIEJIeH, BBICOKAs
AMOIMOHAIBHOCTB)

- apTepHuaibHasi TUIIEPTECH3US

HecOamaHCHUpOBa
HHOC ITUTaHUE
M30BITOYHAS
Macca Tena,
OKUPEHHE
BO3JCHCTBUE
OTPHUIIATEIBHBIX
MICUXOCOIUATBH
bIX (PaKTOPOB
npueM
KOHTpAaIENTUBH
BIX CTEPOUIOB
M3MCHCHHE
MHHEPATBLHOTO
cOoCTaBa BOJHI,
JINTENbHBIN
MpUEM  MSTKOU

BOJbI, O€THOU

MHHEpPaTLHBIMU
COJISIMH (Ca,
Mg, JIMTHUH,
IIUHK)

Caxapublii auaber -

rpymmna MeTadoIuYecKux 3a00JIeBaHUA,

C XPOHHYECKOU

TUIIEPIIIMKEMHUEH, KaK pe3yJIbTaT HAPYLIEHUS! CEKPELIMU NHCYJIMHA, JEUCTBUSI NHCYJINHA

Wi 00ouXx 3THX (DAKTOPOB, YTO COMPOBONKIACTCS TOBPEKIACHUEM, NUCPYHKIIUEH W

HEJIOCTaTOYHOCTBIO Pa3IMUHBIX OpraHoB. B mupe stum 3aboneBanmem ctpagaet 371

MUJUTMOH Y€JIOBEK, YTO COCTABIISIET 7 MPOILEHTOB OT BCEro HaceneHus 3emiin. OCHOBHAs

pu4YrHa pocta OOJE3HH — KapAWHAJIbHOE M3MEHeHue oOpa3za ku3Hu. [lo moacueram

CTaTUCTUKOB, €CJIM CHUTYalMI0 HE MeHATh, K 2025 roay KOJIWYECTBO JUAOCTUKOB
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BO3pacTeT B ABa pas3a. B xonunuectBeHHoM 1ane C/[ 2 tumna cocraBusier 85%-90% ot
oOmero yucia OOJBHBIX, CTpaJarolIMX 3TUM 3abosieBaHveM. Ilo maHHBIM 3KCHEpTOB
BO3, B 1989 rony Bo BceM MHpe HACUUTHIBAIOCH 98,9 MiIH. OOJBHBIX, CTpadarOlINX
caxapHbIM nuabdetroM 2 tuna, B 2000 rony — 157,3 MiIH. malMeHTOB.

I'eneTnyeckne u cpeaoBbie GaKTOPHI peau3aluy NpeapacioI0KeHHOCTH.

I'ensr (CJ1 1 Tuma)

CpenoBblie (hakTOpbI pa3BUTHS

- nokyc MHC II knacca - 6p21

- reH uncynuHa (INS) - 11p5

- TeH NpOTeUuHa TUPO3MHOBOU (ocdarasbl
22 (PTPN22) - 1p13.3-p13.1

- TEH, KOJAMPYIOIIUN o IEeMb perenropa K
NJI-2 (IL2RA) - 10p15

- red IFIH1, taxxe u3BecTtHBIM Kak MDAS -
2024

- reH-0eroK, aAKTUBHUPYIOUTUH

rurotokcuueckue Tnumboruter (CTLA-4)

- JIOKyC caxapHoro auabera tuna 1 (2q)

- supychl (Kokcaku, kpacHyxa)

- TOKCHYCCKHEC BCIICCTBA

. HEKOTOPBIE JIEKApCTBEHHBIE
BelllecTBa  (aapeHauH, aMHUHAa3WH,
CTPENTO30LI1H )

- TpaBMbI MOKEITYTOYHON JKEJEe3bl,
oTepaIuu

- 3a0oJyieBaHUSl ASK30KPUHHOM 4YacTH
MO/ KEITYTOYHON KeJe3bl
(maHKpeaTur)

- TUCIIUTIONIPOTCHHEMHUS

-HecOaTaHCUPOBAHHOE TTUTAHUE

- aTepOCKIIEPO3

I'enwt (C 2 Tuma)

CpenoBbie (haKTOPBI pa3BUTHSI

- ['en, KogupyrOmui SAaepHBIN perentop fB-

kareanHna - [TCF/L2 (xaHoHHMuYeckoro

aktuBatopa Wnt-CUTHaJIBHOTO IMYTH, O€JIKU

Wht-curnanbHoro MIyTH UTPaOT
[EHTPAIBHYIO  POJIb B HOPMAJIbHOM
aMOpHOTeHE3E, bi (N (350710 1

muddepennmpoBke kieTok) - 10025.3
- 'em KCNQI1 (komupyeT o-cyObeIUHHITY

KaHalla TPaHCIIOPTa HOHOB Kajausi,

- O)KUpEHUE
- Bupychl (Kokcaku, kpacHyxa)

- TOKCHYCCKHUC BCIICCTBA

- HEKOTOpBIE JIEKapCTBEHHBIE
BelllecTBa  (apeHaIuH, aMHUHa3MH,
CTPENTO301I1H )

- TpPaBMBbI TOJKEITYIOYHON KEJIE3bl,
onepanuu

- 3a0o0JieBaHUSI SK30KPUHHOM 4YaCTH
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BO3MOXHBIM MEXaHM3M JIE€UCTBUS CBA3aH C | MOKEITYIOYHOU KEJe3bl
HapylIeHUEM JENOoNsSpU3ali  KIETOYHOU | (MaHKpeaTuT)

MeMOpaHbl M YMEHBUICHUEM CEKPELUHH | - TUCITUIONPOTEHHEMUS

uHCcynuHa) - 11p15.5 -HecOaIaHCUPOBAHHOE MTUTAHUE

- T'en Bompppammna WSF1 (kogupyert | - aTepocKiiepos

TpaHCMEMOpPaHHbBIN 0enok MeMOpaH
HHJOIJIA3MATUYECKOTO0  PETUKYJIymMa, OH
y4acTBYET B PETyJSIMU rOMEOCcTa3a MOHOB
kanbius) - 4p16.1

- I'en, koaupyrommii 6emok Kir6 - 2KCNJ11
(omny w3 aByx cyoOwenunun;  ATO-
3aBUCUMOT0 KaJMeBOTO KaHala, 3TOT KaHajl
BJIMSIET HA CEKPEIMI0 MHCYJINHA -KIEeTKaMH
MOCPEJICTBOM ~ U3MEHEHUsI MEMOpPaHHOIO
noteHuuana) - 11p15.1

ABCCS8 11p15.1

- Ten amumomexktmHa -  ADIPOQ
(aIUITOHEKTHH — OCJIOK, CEKPEeTUPYEMbIH
aJIUIOIUTAMH,

KOTOpPBIN BIUSET HA YYBCTBUTEIHHOCTH
TKaHeW K HHCYIuHY) - 3927
- T'em MTNRIB (kogupyeT peuentop
menaTonuHa 1B) - 11q14.3

I'mnepronuyeckasi 00J1e3Hb - CTOHMKOE TIOBBIIIEHUE CHCTOJMYECKOTO U
IUACTOJIMYECKOTO  apTepUalbHOrO  JABIE€HUS B pe3yJibTaTe  HAapyUICHUS
HEUPOIHIOKPUHHONU PETYJAIUMU COCYIUCTOro TOHyca. 26% B3pOCIOro HaceJeHHs IO
BCEMY MHUpPY CTpaaaeT runepronueid. B roa perucrpupyetcs 6onee 9 000 000 cnyqaen
ACCEeHIMAIbHOW rumnepren3uu, Oonee 600 000 denoBek ymupaeT B TrojA C 3TUM

nraraozom. CMepTHOCTH 6,5%
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I'eneTnyeckne u cpegoBbie GaKTOPbI peaTu3alUN NPeIPACIOJI0KEHHOCTH.

I'ensl I'eneTnuecku CpenoBble (hakTOphI
NETEPMUHUPOBAHHBIE pa3BUTHUSA
(bakTopbl pUCKU
FURIN (kogupyeT 1mpo- | - BBICOKHE KOHLUEHTpAIUH B | - KypeHUe
MPOTENH KOHBEPTAa3y) CBIBOPOTKE KPOBHU OOWIETO | - AJIKOTOJIU3M
XC, JIITHIT - TUIIOAUHAMUS
GOSR2 (kogupyer | - HU3Kasg KOHIICHTpAlusi B | - U30BITOYHOE
TPAHCIIOPTHBIN 6enok | ceiBopoTke kposu JITIBIT norpedyieHre MOBapeHHOM
amnmapara ['onbaxku, | BBICOKAas KOHLIEHTPALUSL B | COJIU
UMEIOTCSI CBEJICHMS, UTO OH | IJIa3Me KpPOBH | - BO3/I€ICTBHE
CBA3aH C  ceMeiHbIMU | puOpuHOTreHa OTpULIATEIbHBIX
cinydasimu ['B) - MOBBIIIEHHAS | ICUXOCOLMAIBbHBIX
-CYP11B2 - | KOHIIEHTpaIMsg B IUIa3Me | (haKTOpoOB
aJIbIOCTEPOHCUHTA32 KpOBU TOMOLIMCTENHA | - IPUEM
(pepmenT, KOTOpPBIN | (KOHLIEHTpanus KOHTPALIENITUBHBIX
y4acTByeT B  CHHTE3€ | TOMOLIMCTEHHA CTEpOUOB
aJIbJIOCTEPOHA) YBEJIMYMBACTCS Y MOKHUIIBIX | - U3MEHEHHE
" KOppEeIupyeT C | MUHEPAJIBHOIO COCTaBa
CYPI17A1 (MpUHUMAET | MOBBIIIEHHBIM PUCKOM | BOZBI

yY4aCTUC B CTCPOHUIAOI'CHESC,

ATOT TE€H MpPUYACTEH K
dbopmMupoBaHUIO
HACJIEICTBEHHOU
rUnepIUia3uu
HAJMIOYEYHHKa, a  €ro
MYTaHTHBIN aJesb
SIBJISIETCS peaKUM

BaApHaHTOM M  OKa3bIBACT

CepACUYHO-COCYAUCTBIX
3a00eBaHMiN)

- oy mpoGaHaa (KEHIIUHBI
OONEIOT  peXe  MYKUYUH
OYTH B 3 pasa, KIMHHKA
Bo3HMKaer Ha 10-15 mer
MO3KEe, B CBSI3U C BBICOKUM
YpPOBHEM AKEHCKUX

ITOJIOBBIX TOPMOHOB,

- JUINTEJBHBIN IPUEM
MSTKOM BOJIBI,

0eHO MUHEpaTbHBIMU
COJIIMU

(Ca, Mg, nutuii, IMHK
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cuibHOe BiausiHue Ha AJl)

GNB3 (xonupyeTt
MHOTO()YHKIIMOHAJIbHBIH
oemoxk G, »d3TOT OECIIOK
JIOKAJIM3YeTCsl B KJIETOUHBIX
MeMOpaHax
KapAMOMHOIIUTOB,
IJIaIKOMBIIICYHBIX KJIETKaX
cocynoB, ¢ubpobdiacrax u
BOBJICYEH B  IIPOLECCHI
nepenavn CUTHalla ¢
MOBEPXHOCTH KIJIETOK, OT
PELEnTOPOB,
PETYIHPYIOLIUX
COCYAMCTBIA TOHYC)
GUCY1A3-GUCY1B3
NPPANPPB

GNAS-EDN3

MOP(OJIOTHYECKUMU
OCOOEHHOCTSIMH ~ CTPOEHUS
KOJIJIATEPANBbHBIX  COCYZIOB
KOPOHAPHBIX apTepuil)

- Bo3pact npobanna (6omnee
BbICOKasi  3a00JI€eBa€MOCTh
CTapIIuX BO3PACTHBIX
TpyII)

- TUNEPCTEHUYECKHA THII
TEJIOCIIOKCHHUS

- JMYHOCTHEIC
0COOCHHOCTH
(3HEPTUYHOCTb,
YCKOPEHHBIN TeMI paboThl,
CTpeMJICHUE K TOCTHKEHHUIO
MIOCTABJICHHBIX TEJIe,
BBICOKAs

SMOLIMOHAIBHOCTD )

SI3Bennas 00J1e3HBb

JIBEHAIATUNIEPCTHON  KUIIKHU.

- oOpa3oBanue nedexra

KEITyIKa

u

SI3BeHHass OOJIE3Hb SBISETCS PACIPOCTPAHEHHBIM

3aboneBanuem (1,6+0,1 Ha 1000 mereit mo mamaeiM Hmkeropomckoro HUU nerckoit

racTposHTeposoruu). Y mKoiabHUKOB b BcTpeuaercss B 7 pa3 daiie, 4eM Yy

noukoabHUKOB (2,7 Ha 1000 u 0,4 Ha 1000, COOTBETCTBEHHO), Y TOPOJICKUX AeTell — B 2

pa3a yaiile, yeM y cenbckux. COOTHOIIEHHE MaJbYMKOB U aAeBoYek 3:1. B crpykrype Ab

y nered si3BeHHas Oosie3Hb naBeHaguatunepctHord kumiku (AB/IIK) mpencraBiena B

81% cnyuaeB, pexe Bcrpeuarorcs b xenmynka (13%) u codeTaHHas JIOKaIU3alUs

SI3BEHHBIX JIS(DEKTOB B JKEIYAKE U JBCHAAATHIIEPCTHON KuIke — 6%0.
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I'eneTnyeckne u cpegoBbie (aKTOPHI peau3aluy Npeapacioi0KeHHOCTH.

I'ensl I'enetnuecku Cpenosbie (dakTopsl
JNETePMUHUPOBAHHBIE pa3BUTHS
(bakTopbl pUCKU

- Unrepneiikun 1-6eta 1L-1B | - npunannexnocts k 0 (I) | - MH(UIHPOBAHHOCTh

(uHrUOUTOP KHCIIOTHOM
CEKpelMH B Xenyake) - 2013
- Wurepneiikun-6 IL-6
(UMTOKWH,  PEryIUpPYIOIIHA
T'YMOpPAJIBHBIE W KJICTOYHBIC
peakuun) - /pl5.3

- @akTop HEKpo3a OIMyXoJeH
anbda TNFA
(mpoBOCTIANUTENbHBIN
IIUTOKUH,
CUHTE3UPYIOIIHIiCs, B
OCHOBHOM, MakpodaramMu H
MOHOIIMTaMHU, WTPArOIINI
BaXXHYIO POJIb B MHUILIMALIUY U
YCUJICHUH
MMMYHHOBOCTIAJIUTETLHOTO
OTBeTa Ha WH(UIMPOBAHUE
H.pylori) - 6p21.33

- I'en - tpanchopmupyromui
pocToBoil (akTtop - Oera 1
TGFbl (perynupyer Ttakue
OMOJIOTMYECKHUE  MPOIIECCHI,
KaK KJICTOYHAS

nponudeparus,

TpyNIe KPOBH H
COIIYTCTBYIOLIAsl €1
TUTCPILIA3HS
00KJIaJOYHBIX KJIETOK
- TEHETUYECKHU
JETCPMUHUPOBAHHAS
BBICOKAsI IJIOTHOCTD
TapHETATLHBIX KIIETOK

- 1eUIUT UHTHOUTOPOB
TPUIICHHA

- BPOXIEHHBIN JeDUITUT
AHTUTPUIICHHA

- TTOBBIIIICHHAS
BO30YIUMOCTD
00KJIaJOYHBIX KJICTOK,
00ycioBICHHAS
BaroTOHHUEH

- HapyIICHUE
AHTPO,TYOICHATBHOTO
KHCIIOTHOT'O TOPMO3a

- HECEKPETOPHBIA CTaTycC
(HECTIOCOOHOCTh BBIJICTISITH
CITIOHOM u

(610)

KCIYJOYHBIM COKOM

Helycobacter pylory

- HEepBHO-pe]IIEKTOpHOE
BO3/ICHCTBHE Ha JKEITYIOK
U JBCHAALATUIICPCTHYIO
KHUIIKY

CO  CTOPOHBI

JIPYTUX MOPaXEHHBIX
opraHoB JXKT (meuenu,
YKETYHOTO My3bIp4,
TMTOJIKEITYIOYHOM JKEJE3BI,
KUIIIEYHUKA), a TakKKe
CEpIIEYHO-COCYAUCTOM,

MOUYEBBIJICTIUTEIBHOM,

SHJIOKPUHHOMN CUCTEM

- HaJInuue 04Yaros
XpOHUYECKON WH(]EKINH,

TJIMCTHO-TIapa3uTapHas

WHBa3Us
- CHIDKEHUE
COMPOTHUBIISIEMOCTH
Opranusma pebeHka
nocJie MEPEHECEHHBIX
3a00JeBaHU

- JUINTEJIbHBIN U
OecnopsiIOUHbIN  MpUeM
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muddepenunanus, aaresus, a

TaK¥Xke MIPOTYKITHS u
Jerpaaamus OeJIKOB
BHEKJICTOYHOTO  MaTpHKca,

TEM CaMbIM UTpast
CYIIECTBEHHYIO  POJIb B
poliecce 3aXKUBJICHUS paH U
BOCCTAHOBJICHUSI TKaHEW) -
19913.1

- MarpukcHas
MeTaJIIONpPOTENHA3a -1
MMP-1 (umeeT ciocoOHOCTD
pacwmierisaTe  KoJurareH |
tuna) - 11922.2

- ABO-anturenst ABO -
9934.2

- Ilencunoren C PGC
(HeaKTUBHBIHN OCITKOBBIT
pEAIIECTBEHHUK METICHHA,
MPEBPAIIAOIINKACS B HETO B
IIPUCYTCTBUHU COJISTHOM

KHMCJIOTHI

coka)- 6p21.1

KEIYJOYHOTO

- @akTop pocTa SHIAOTEIUA
cocynoB VEGF - 6p21.1
- Huknookcurenasa-1 COX-1

(PTGS1) - 9932-933.3

a"HTurensl cucteMsl ABH,

KOTOpbIE  OTBEUAIOT  3a
BBIPaOOTKY
TJIMKOTTPOTEUHOB
CIIM3UCTOM 000J1I04YKH
KEIyaKa

- HEJIOCTaTOK
(GYKOTTIMKONPOTEMHOB B
YKEITYJIOUYHOU CIIU3HU

- BBICOKOE COJEepKaHUE

rericuHoresa 1 B KpOBH

- BBICOKHE IIOKa3aTeau
COJIepKaHUsI

alleTHIIXOJIMHA u
XOJIMHACTEPA3hI B

CBIBOPOTKE KPOBH

- runeprazus  G-KJIeTOK

AHTPaJIbHOTO oTxena
KeTyKa c
TUIIEPIIPOAYKIIUEH
racTpuHa

MEUKaMEHTOB
(HECTepOUIHBIX
MIPOTHUBOBOCIIATUTEIIBHBIX
MIpernaparos,
CAJIMIIMIIATOB, HEKOTOPBIX
AHTHOUOTHIOB,
CyJb(paHUTIAMUJIOB)

- HEIOCTaTOK B TIMIIE
MHUKPOJJICMEHTOB,

BHTAMHHOB, O€JIKa

- HapylIeHHE pexuMa
JIHS U INTaHUS,
ena BCYXOMSITKY,

ObIcTpas ena
- HEpBHO-3MOIIMOHAIBHOE

HAIIPSAKCHUC

Oxupenune - pe3ysbTaT YPE3MEPHBIX )KUPOBBIX OTJIOKEHUW, KOTOPBIE MOTYT

HaHOCUTBb BpPCO 3A0POBLIO. v B3POCIJIbIX J'HOI[GI‘/'I OXKHUPCHUIKO COOTBCTCTBYCT MHACKC



135

Maccol Tenna (MMT), 6onbiuii uinu paBabid 30. UUCIIEHHOCTD JeTel paHHETO BO3pacTa,
MMEIOIINX 0KUPEHHUE, BO BCEM MHpE YBENUYWIACH ¢ 32 MWUIHOHOB B 1990 rony no 41
Muwmona B 2016 roxy. Ecnim 3Ta TeHOeHUMS NPOAOIDKUTCA, TO YHUCIO JETEH C
M30bITOYHBIM BecoM K 2025 rony BeipacteT 10 70 MUILITMOHOB.

I'eneTnyeckne u cpeaoBbie (PaKTOPHI peau3aluy Npeapacioi0KeHHOCTH.

I'ensl I'enetnuecku CpenoBble (hakTOpbI pa3BUTHS

JeTePMUHUPOBAHHbBIC

(bakToOpbl pUCKU
Peuenrops, MOBBINICHHAsT  AKTUBHOCTBH | - MaJIOMOABMKHBIN 00pa3 KU3HU
aKTUBUPYEMBIC (dbepMeHTOB JTUTNIOreHe3a - DHJIOKpUHHBIE 3a00JIeBaHMUS
npoiudepaTropaMu | - CHIDKEHHME aKTHBHOCTH | (TMIIOTOHAIM3M, TUTIOTEPHO3,
EPOKCHCOM (dbepMeHTOB JUTTIONIN3a WHCYJIMHOMA)
PPARG - 3p25 MICUXOJOTUYECKUE HAPYIIECH | - HEJOCHINIAaHUE

ust MUIIEBOTO | - MPUEM HEHPOJENTUKOB
I'en MpPOTEnHa-2, | MOBeJeHUs (HApUMep, MCUX | - npueM CUCTEMHBIX
CBSI3BIBAIOIIHI OTE€HHOE nepeeianne), | TIIFOKOKOPTUKOCTEPOHIOB,
KUPHBIE  KHUCJIOTHI | IPUBOISIIIIE K | TOPMOHAJIBHBIX KOHTPALIETITUBOB
FABP2 - 4928-4931 | paccTpoiicTBY NpuéMa MUIIK | - HEPBHO-IMOIIMOHAIBHOE

- CKJIOHHOCTB K CTpeccam HaNPSDKEHHE
JIunonutrueckuit - HapymeHue  (yHKIuH | - mepeenanue, 30ynoTpedIcHue
peuentop ADRB?2 | runoranamyca BBICOKOYTJICBOJHOM,  KUPHOU
5031-932 - Cungpowm llpanepa-Bumnu | nuiei
bponxuajbHasi acrMa - XPOHMYECKOE BOCHAJIEHUE JbIXaTEJIbHBIX IIyTEH, c

CBUCTSIIIIEM JBbIXaHUEM, OJBIIIKON, CTECHEHHEM B TPYyAH, KallUIeW, B COYETAHUU C
obpatuMoii oOcTpyKIuel nprxaTenbHbIX ImyTed. CormacHo otdery ['mobanbHOW ceTh
Actmbl (The Global Asthma Network), B HacTosiee BpeMst okosio 358 MITH. 4eoBeK
CTpaJaloT JAaHHbIM 3a0oneBanueMm, 14 % wu3 Hux netu. PacnpocTpaHEHHOCTb
cumnitoMoB BA mo ganaeiM Ha 2007 1. cocraBmma: y gereit 6-7 met 11,1% - 11,6%,

cpeau oapoctkoB 13-14 net 13,2% - 13,7%.
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I'eneTnyeckne u cpegoBbie (aKTOPHI peau3aluy Npeapacioi0KeHHOCTH.

I'ennl

['emeTnueckn
JNIETEPMUHUPOBAHHbIE

(bakTopbl pUCKU

Cpenosbie (bakTopsl

pa3BUTHSA

- Peunentop x WJI-5 115RA -
3p26-p24

- NJI3,4,5,9, 13 (mponykius Ig
E, nudepeHIpoBKa
s03uHO(mIIOB) - 5031.1

- @akTop pocTa TPaHyJIOLUTOB
GM-CSF - 5q31.1
- I'en ADRB2R
(6bponxonunaranus) - 5q32-034
- Hutoxkun Bocmanenuss TNF-&
6p21.3-p21.1

- Hutoxkun Bocnanenus TNF-B -
6p21.3-p21.1

- 'en HLA-DR (npeacraBienue
Ar) - 6p23-21

- I'en IGEL (xoHTpOJib ypOBHS
IgE) - 11912-913

- Komnonent peuentopa Ig E
tyunbix kietok FCER - 11g12-
gl3

- [IpoTrBOBOCTIAIMTENBHBIN
areatr CC16 - 11q12-913

- Hudbdepennmanus T-xeanepon
IFNG - 12915-g24.1

- Cunre3 okcuga azora NOSI -

- moj mpobaHaa (daiie

BCTpeyaeTcs y
MaJIbYUKOB)

- BO3pacT mpobaHnaa
(panHUM u

JOIIKOJIBHBIN BO3PACT)
- BBICOKMH  ypOBEHb
crienuduyeckoro IgE
BBICOKHI yYpOBEHB
obmero IgE

- HaJIU4YHE
OpoHXUaTLHOMN

TUIIEPPEAKTUBHOCTH

NaTOJIOTUYECKOE TEUEHUE
BHYTPUYTPOOHOTO
nepuo/a,
HEJOHOIIEHHOCTb,
[TITIIHC

- MOJIOJIOM  BO3pacT
MaTepu, MHOTOILIOIHAS
OepeMEHHOCTh
PaHHUM  NEPEBOJ  Ha
HCKYCCTBEHHOE
BCKapMJIMBaHUE,
BCKapMJIMBaHHE
KOPOBBHM MOJIOKOM

- HEpaIMOHAIBLHOE
MUTaHUE (TpOAYKTHI
YKUBOTHOTO
MPOUCXOKIACHUSA,
ooratelie KUPaMH,
OenkaMu u
pabUHUPOBAHHBIMHU
JIETKOYyCBauBaeMbIMU
YIJICBOJIAMHU)
- 0XKUPEHUE (puck
dbopMHUpOBaHUA  aCTMBI

BhITIe Ha 50%)
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12915-924.1

- PenenTop ceporonnna HTR2 -
13q14-921

- T'ew FLG (dmarpun) —

arrperauus KepaTuHa,
MoaAACPIKaHHC HHTAKTHOCTHU
SIIUTCIINA

- I'en SPINKS — wunruburop
CEPHHOBBIX npoTeas,
AKCIIPECCUPYEMBIX ATUTEIUEM

- CCL-5, -11, -24, -26 -
XeMOKUHBI ~ T-muM@onuToB U
HO3UHO(PUIIOB

- CC16 — UHTHOUTOD
JIEHAPUTUYECKUX KIETOK

- GATA3, TBX, STAT6 -
TPAHCKPUTMITUOHHBIE  (PAKTOPBHI,
yYaCTBYIOIIME B TMOJIAPU3AINH

T-xenmeponl/2

- FCER1A - LENb
BBICOKOA((HUHHOTO Fc
perenropa

-  RAD50 -  perynstop

skcnpeccuu reHos NJI13, 4, 5, 3

- NOD1/CARDA4 —
BHYTPHUKJICTOUYHBIN peuenTop
pacrno3HaBaHUsl  YYKEPOJHBIX
JNETEPMUHAHT

- ADAM33 — MeTtamionporeasa,

- KOHTAKT C ajulepreHamMu
(ocobenHo
MOJIMCEHCUOMIN3AIINs) —
pa3IuJHbIE MTUIICBBIC
MPOTYKTHI,
METUKaMCHTHI,
MTOBTOPHBIC
peCIIUpaTOpHBIC
3a00JeBaHUs

- HEeOJIaronpusTHBIN
kmuMat  (Tasbl,  JbIM,
TOBBIIIICHHAS
BJIQKHOCTD,
MIPOMBIIIICHHbBIE
XUMHYECKHUE BEIIECTBA)

- HEeOJIaronpusTHHIE
MOTOHBIC yCIIOBUS
(HU3KHE  TeMIlepaTyphl,

IIOBBINICHUEC BJIAXXHOCTH,

Kapa, nepenajisl
TeMIEpaTyphl "
aTMoc(epHOTO
JTaBJICHUS )

- KypeHue (aKTUBHOE U
MaCCUBHOE)

- yacteie OPBU

- Qusnueckas Harpyska -

CTpPECCHI
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y4acTBYIOIIast B OpMUPOBaAHUU
IJIagKOU MYCKYJIaTypBI 51

HEWporeHese

3/10ka4YecTBEHHbIC HOBOOOPA30BAHUS.

B OonpmmHCTBE Ciy4aeB 3JI0KAYECTBEHHBIE OMYXOJIW Pa3BUBAIOTCS Yy
TEHETUYECKH TIPEIPACIIONIOKECHHBIX JIUIl, Ha KOTOPBIX BO3ACHCTBOBAJIN CpPEIOBBIC
KaHI[EpOTeHHbIe (akTOpbl. Bo3HMKHOBEHHE TakuxX (OpM paka HE TOIBEPKEHO
HACIIEJIOBAaHUIO MO 3aKOoHy MeHnens (MynbTH(aKTOpHATbHbIE WU CHOPAJAHYECKUe
¢opmer). Hekotopeie ¢opmMbl paka OOYCIOBICHBI MYyTallUsIMA B OJHOM TEHE
(MOHOTEHHBIC) U HACTIEAYIOTCS 10 3aKOHaM MeHens (HacleACTBCHHbBIE WIH CEMEHbBIS
dopmer). HacnencTBeHHyr0 mNpuUpoOAy HMEIOT peTHHOONIAacToMa, HeipobiacToma,
OIyXoJib BuibMca, CEeMEWHBIM TOJIUIO3 TOJCTOW KHINKH, HEKOTOphIE (OpPMBI paka
MOJIOUHOM KeJe3bl U JIp.

PaccestHHBIN CKJIEPO3.

PaccessHHBIN CKIEpo3 - ayTOMMMYHHOE 3a00JIeBaHME HESCHOW STHOJIOTHH, C
NOpakeHHEM OeJIoro BEIIeCTBa TOJIOBHOTO M CIIMHHOTO MO3Ta (JIeMHUETMHHU3AIUEH ) TTpr
y4acTHH aKTUBHUPOBAHHBIX T-muMdoruToB u Makpodarop. ['eHeTndeckum (akropam
OTBOJIMTCS Ba)KHAs! POJIb B PA3BUTHUU PACCESTHHOTO CKJIEPO3a.

CoBpeMEHHBIC MPEACTABICHUS O MATOTEHE3E¢ PACCETHHOIO CKIIEPO3a OCHOBAHBI
Ha MYJIbTU(AKTOPUATFHOM HAclleJOBaHWU 3a00JeBaHUs, MOJPA3yMEBAIOIIEM Y4acTHE
HECKOJIbKMX TE€HETHYECKHX JIOKYCOB, OOYCIIOBIMBAIOIIMX MPEAPACIONOKEHHOCTh K
pa3BuTHIO 3a0o0jeBaHus, W BHEMHUX ¢akTopoB. CodeTaHWe TaKUX BO3JICUCTBUI
GopMupyeT NaTONOrMYECKUi IMpoIecC - XPOHHYECKOE BOCIAJICHHE, ayTOMMMYHHbIE
pEeaKIny 1 JEMUSTUHU3AIHUIO.

OcHoBHBIE (PaKTOPHI, yIaCTBYIONINE B (HOPMHUPOBAHUN JEMUCTUHUZUPYIOIIIX

noBpexaeHui B LIHC.

I'enetnueckue GpakTopbl DK30reHHbIE Hpyrue

(bakTopbl (baxTopbl

HLA DR2 BupycHbie u | [latonorus
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I'ensl T-xiIeTOYHOIO penenTopa OaKTepHUaIbHbIE VMMYyHHOU
I'ensl (hakTOpa HEKPO3a OMyX0JeH UH(EKIIH CUCTEMBI
['enbl BapuaOebHbIX YYaCTKOB TAXKEIbIX ToxcuHbI OcobenHoctu
uermneit 1g TpaBMBbI rOJ0OBBI MMUTaHUS
['ensl OenKOB MUENHHA

PaccesHHpIll CKIEpPO3 aCCOLMUPOBAH C ONPEACIEHHBIMU AJUICIISIMA  TE€HOB
BapuabenbHbix 1eneit mosekya HLA - DR u DQ, xoTopsie HacieayoTcsi CUEMIeHHO.
OTOT ramioTui, o0o3HavyaeMblii mo MexayHaponHoit HomeHkinaType kak DRB1*1501,
DQA1*0102-DQB1*0602, coorBercTtByeT ramnotuny Dw2 mnpu  kieTouHoM
TUNUPOBaHUH. JlaHHBIE TEHBI PACIIONOKEHBI HA XpOMOcoMe 6, y OOJIbHBIX paCCESTHHBIM
CKJIEPO30M UX BBISBISIOT B 60%, 1o cpaBHeHuUto ¢ 20% B oO1eil momyssuu.

AJIKOT OJIM3M.

HacnencteenHast mpeapacnoioKEHHOCTh K Pa3BUTHIO AJIKOTOJIM3MA MOJIUTEHHAs,
u  QopMmupyerca TMpud HaIUYUU (HAKTOPOB TEHETHUYECKOM U OHOXMMHUYECKOU
IPeApaACHONOKEHHOCTH. (OCHOBHOE HAIpaBJIEHHWE B M3YYEHUU HACIIEICTBEHHOU
IPEIPACOIOKEHHOCTH K aJIKOTOJIM3MY - UCCIIEIOBAHUE POJIM TEHETHYECKUX (aKTOPOB,
JNETEPMUHUPYIOIIUX JEHUCTBUE aJKOIoJii HAa pELenTopbl TOJOBHOIO MO3ra M €ro
MeTabonu3M B opraHusMme. [logBepKEHHOCTh AaJKOTOJIM3MYy acCOLIMUpPOBaHA C
NOBBIIIEHHON TOJEPAaHTHOCTHIO K H3TaHONIY, TO €CThb C BBICOKMMHM IOpOTamMu
yyBcTBUTeNbHOCTH [ [HC K ankoroiro.

Ankoronb oka3biBaeT cBoe BiausiHue Ha [{HC, B3aumoneiicTBys ¢ peuenropamu
HEHPOMEINAaTOPOB, KOTOpbIE TE€HETUYECKU JIE€TEPMUHUPOBAHBI, O3TOMY
BO3HUKHOBEHHE  MyTallMi B  HUX  CIY)XUT  [PUYMHOM  HACJIEACTBEHHOM
IIPENPACIIOIOKEHHOCTH K alnKoroinusMy. Hampumep, ycTaHOBJIEHA CBSA3b AIKOTOJIM3Ma C
aJuIeNIIMU T€HOB PELIENTOPOB Y-aMUHOMACISIHON KUCIO0ThI U Aogamuna [THC.

OxucneHue 3TaHoNa OCYIIECTBISETCS B IEUYEHH C Yy4aCTHEM TPEX (PEpPMEHTHBIX
CUCTEM: aJIKOTOJIBJICTHAPOTECHA3BI, abJACTHIICTHAPOTeHa3sl U IuToxpoma P4502E1
(CYP2E1). MounekynspHas CTpyKTypa # (YHKIMOHAJIbHAs aKTHBHOCTh JTHX

(bepMeHTOB IFCHCTHYCCKHM ACTCPMHUHHPOBAHBI, I HHX XdPAKTCPCH TeHETUUYCCKUU
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nonumMopdusmM. Paznuunbie amienu reHoB KOAUPYIOT MOATPYIIbl (PEPMEHTOB, KOTOPbHIE
OTJIMYAIOTCSl 10 CKOPOCTU MeTaboiu3Mma dTaHojia. BO3HUKHOBEHHME MyTallMii B reHax
MPUBOAUT K CHUHTE3y (YHKIIMOHAIBLHO HEMOJHOIEHHBIX (epmeHTOB. Psia amneneit
yKa3aHHbIX (epMeHTOB (OCOOEHHO AJIKOTOJBACTUAPOTeHA3bl) AaCCOIUUPYIOTCA C
HACJIEeICTBEHHOU MPEAPaCIIONIOKEHHOCTHIO K aJIKOTOJIU3MY.

I'eHeTu4yecknii MPOrHO3 M THAXKECTh TeYeHHs] TPU MYJIbTU(DAKTOPUATBHBIX
3a00JIeBaHUSX 3aBUCAT OT CJIEYIOIINX (PAKTOPOB:

- BO3pacta W ToJia OONbHOrOo, paldOThl €ro HSHAOKPUHHOW CHUCTEMBI,
HEOJIaronpUsATHBIX (AKTOPOB BHEIIHEH W BHYTpPEHHEH cCpelibl (SI3BEHHOU OOJIe3HBIO
KeTyJIKa Jallle cTpajaloT MY>KUHUHBI, a TTATOJIOTHEH IUTOBUIHON JKEeJe3bl - )KCHIIUHBI);

- 4eM HUXKE 4acTOTa PacIpOCTPAHCHHOCTH 3a00JICBaHUS B MOMYJISIIUHA, TEM BBIIIE
PHUCK I pOACTBEHHUKOB MPOOaH/Ia UMETh TAKYIO K€ TaTOJIOTHIO;

- YeM CUJIbHEE BBIPAKCHHOCTh OOJIC3HM Yy 4iIeHa CEMbU, TEM BBIIIEC BEPOSTHOCTH
yHacJIeI0BaHUs IPYIIbl FTEHOB MPEAPACIOIIOKEHHOCTH Y €r0 POJCTBEHHUKOB;

- yeMm OoJibllieé POJACTBEHHHMKOB HMMEIOT HAPYIIECHHUS, TEM BBIIIE BEPOSTHOCTh
UMETh TAKYyI0 K€ MaTOJIOTHIO I 3J0POBBIX YJIEHOB CEMbHU.

[Iporpecc B m3yueHunm OOJie3HEH € HACJIEIACTBEHHOH IPEapacIoOKEHHOCTHIO
oOecrieunBaeTcss pacmnpoBKOil TeHOMa dYeioBeka. Ha OCHOBE «WHBEHTaApU3ALIUI
TE€HOB MPEAPACIOI0KEHHOCTH M 3HAHMS YCIOBUM HMX MaTOJOTMYECKOTO IPOSIBICHUS
MOTYT pa3pabaTbiBaTbCs MPOOUIAKTHUECKIE MEPOIPHUSATHS, BKIIOYasi CBOEBPEMEHHYIO
JTUCTIAHCEPHU3AIUIO JIUI], PEPACTIONOKEHHBIX K 3a00JICBaHHIO.

Baxxnoe 3HaueHume B MNPOQPWIAKTUKE OOJBIIMHCTBA MYIbTU(HAKTOPUATHHBIX
3a00eBaHUI UMEET 37J0POBBI 00pa3 KU3HU: MPABWIBHBIN PEKUM JTHS C PAIMOHATIEHON
dusnueckolr HArpy3kod ¥ JOCTaTOYHBIM CHOM, COQJaHCHPOBAaHHOE TMHUTAHUE,
HCKJIIOYEHUE aJIKOTOJIsl, HAPKOTHUKOB M KYpPEHHMs, HUCIOJIb30BaHUE 3ALIUTHBIX CPEACTB

pu padboTe ¢ BPEITHBIMU U3TYUYECHUSIMU U BEILIECTBAMU.
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13 TIPO®MITAKTUKA HACJIEJICTBEHHBIX BOJIE3HEN.

[IpodunakTrka - KOMIUIEKC MEPONPUATHNA, HAIPABICHHBIX HA MPEIyNpPEKICHUE
BO3HUKHOBEHUS HACTEACTBEHHBIX U BPOKIECHHBIX 00JIe3HE.

HacnencrBenHnas natosiorusi ¢ npoUIaKTUUYECKOW TOYKU 3pEHUS IETUTCS HA TPU
KAaTEeTrOpUH:

1) crnoHTaHHblE MyTaUUU (QHEYIJIOUAUM U THKEIBIE (POPMBI JTOMUHAHTHBIX
MyTaIum),

2) HacienyeMble 00Jie3HU (TEHHBIE U XPOMOCOMHEIE),

3) 6071€3HU ¢ HACEACTBEHHON MPEAPACIIONOKEHHOCTBIO.

IIpodniakTuka HACIEICTBEHHbIX 3200/1eBAHUI

l. IlepBuuHas

Il.  Bropuunas

1. Tpernunas

IlepBuyHasi npopUIaAKTHKA BKIIOYAET B ce0sl NEHCTBUS, KOTPbIE HAIMpaBJICHBI

Ha IpCAYIPCIKACHUC POXKICHUA 00JILHOTO p€6€HKa. Omna peanu3yercs 4epes:

o [InanupoBanue  ACTOPOXKIAEHUS  MyTeM  BbIOOpa  ONTUMAIBHOIO
PENpPOAYKTUBHOI'O BO3pacTa

o OTka3 OT HETOPOXKIECHUS B CIydasiX BBICOKOTO PHUCKa HACIIEICTBEHHON U
BPOXKJEHHOM marojoru ( B TOM uucie Tpu Opakax ¢ KPOBHBIMH POJACTBEHHUKAMH H
reTEPO3UTOTHBIMU HOCUTEIISIMU MATOJIOTUYECKOT0 TeHA).

o JKecTkne KOHTPOJIb COJIEp)KAHWUA MYTAar€HOB M TEPAaTOrE€HOB B
OKPY’KAIOIIEH Cpee.

BropuyHas NPoPUIAKTUKA OCYILECTBIIETCS IIyTeEM IIpepbIBaHUA
OEpEeMEHHOCTH B ClIydae BBICOKOW BEPOSTHOCTH 3a00JI€BaHUS IJI0/Ia WIIM MPEHATATHHO
JUArHOCTUPOBaHHON Oone3Hu. OcCyIecTBISeTCS MNYTeM: MEIUKO-TEeHETHYECKOTO
KOHCYJIbTUPOBAHUS;,  TPOBEICHHUS  CKPUHUHTAa  OEpPEeMEHHBIX C  TOMOIIBIO
OMOXMMHUYECKUX METOJ0B; Y3 — MuarHoCTUKH; MPUMEHEHUS MHBAa3UBHBIX METOJIOB

oOcnenoBanus ( HampuUMep, OMOTICUU BOPCUH XOPHUOHA, aMHUOLICHTE3a)
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Tpernunas  npoduiakTHKa  OpenanosaraerT  KOPPEeKLUI  MPOBEICHHS
MATOJIOTMYECKUX T€HOTUIIOB MYTEM HA3HAYEHHUS PAHHEro JIeYEHUs Npu OOHApYKEHHUU
natosiooruu. OCyHIECTBISIETCS € [OMOILBIO CKPUHUHTA HOBOPOXKICHHBIX IS
BBISIBJICHUS HACIEATTBEHHBIX (hopMa MATONOTMHU, a TaKXKe pPAaHHEro Ha3HAYCHMS
KOPPUTUPYIOILETO JICYEHUS.

ITox TpeTHYHON NPOPUIAKTHKON HACIEACTBEHHONW NIATOJIOTUH MTOAPA3yMEBAIOT
KOPPEKLHMIO TMPOSBICHUSI MATOJOTHYECKUX TreHOTHNnoB. C ee NOMOIIbI0 MOXKHO
NOOUTHCSA TMOJHOM HOpMaiM3allMd WM CHHXKEHHS] BBIPAXKEHHOCTH MATOJIOIMYECKOTO
npouecca. [IpegorBpaiieHue pa3BUTUS HACIEICTBEHHOIO 3a00JieBaHMs BKIIOYAET B
ce0sl KOMIUIEKC JIEYEOHBIX MEpPONpPHUSTUH, KOTOpPhIE MOXHO  OCYIIECTBISThH
BHYTPUYTPOOHO WM TOCNIE pOXJeHUs. B maHHOM ciyyae mNpoQUIaKTUYECKHUE
MEPOIPUSATUS TECHO CBS3aHbl C JICUEHHWEM HACIEJICTBEHHbIX OOe3HeH, U YeTKOU
TPAHUIBI MEXTY HUMH HET.

Paznmuuaror  mepBUYHYIO, BTOPHUYHYIO W TPETUUYHYIO  NPOPUIAKTUKY
HACJIECTBEHHOW U BPOKIECHHOMN MATOJIOTUH:

IlepBuuHas NMpPOPWIAKTHKA - JICHCTBUSA, HANPABICHHBIE HA MPEAYNPEKICHUE
3auaTusi 00JILHOTO peOEHKA, MMyTEeM INIAHUPOBAHUS JETOPOKIACHUS U YIYUIIEHUS CPEIIbI
oOUTaHUs YEIOBEKA.

[InanupoBaHKEe NETOPOXKIACHUS BKIIOYAET TPU OCHOBHBIE TIO3ULIHH.

1. OnTUMaNbHBINA PEPOYKTUBHBIN BO3PACT KEHITUHBI — 21-35 neT (panHue wiu
o3 HUE OEpEeMEHHOCTH  YBEIMYMBAIOT BEPOSATHOCTb POXKIEHUS peOEHKa C
HACJICJICTBEHHOM MaTOJOTHEN ).

2. Otka3 OT JETOPOKICHUS B CIydasX BBICOKOTO PpHUCKA HACJIEACTBEHHOW M
BpOXKAEHHON marogoruv (IpuU OTCYTCTBUM HAJIEKHBIX METOJIOB IpPEHATaJIbHOU
JTUATHOCTUKH, JICUCHUS U peaOMIUTalud OOJIBHBIX).

3. OTka3 OT JETOPOXKIEHUS B KPOBHOPOJICTBEHHBIX Opakax U MEXAY ABYMS
TrE€TEPO3UTOTHBIMU HOCUTEIIIMU MATOJIOTHYECKOTO TeHA.

VYaydimenue cpeabl 0OUTaHUS YEIOBEKA HAMPABICHO HA MPEAYINPEKICHUE BHOBb

BO3HUKAONIUX MyTalMi, NyTEM MXKECTKOTO KOHTPOJIS COACPAKAHHS MYTarcHOB U
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TEpaTOreHOB B OKpyxarwmiehd cpene. M3ectHo, uto 20% BCeX HACIEACTBEHHBIX
00Je3HEN B KaXK/10M MTOKOJIEHUHU - 00JIe3HH, 00YCIOBICHHbIE HOBBIMU MYTallUSIMU

BropuyHasn NPoPUIAKTHKA OCYILECTBIISIETCS IIYTEM [IpepBIBaHUA
OEpEeMEHHOCTH B Clly4yae BBICOKOM BEpPOSITHOCTU 3a00JIEBaHUS IJI0JA WM MPEHATAIbHO
JIUarHoCTUpoBaHHOU Oone3Hu. [IpepbiBaHue AENal0T TOJIBKO B YCTAHOBIEHHBIE CPOKH U
¢ coriacus >keHIIMHbl. OCHOBAaHUEM JUJISl DIIMMMHALIMK SMOPUOHA WJIM TUIOJA SIBISETCSA
HaCJIe/ICTBEHHAst 00JIE3Hb.

[IpepbiBaHue OepeMEHHOCTH - pELIEHHWE HE caMoe Jydllee, HO B HAcTOsIlIee
BpeMsi OHO SIBISIETCS E€AMHCTBEHHBIM MPAKTHUYECKH NPHUTOAHBIM MpPH OOJBIIMHCTBE
TSKENBIX WM CMEPTENIbHBIX T€HETUYECKUX Je(EKTOB.

TpernuHas npopmiakTuka (HOPMOKOIHMPOBAHUE) - MOJYYEHUE HOPMAIBHOTO
(deHoTHna myTeM KOPPEeKIMU NaTOJOTUYECKOr0 FeHOTHUIIA.

Tpernunas npodunakTuka NMPUMEHSETCS KaK MpU HACJIEICTBEHHBIX OO0JIE3HSX,
TaKk U MpU OOJE3HAX C HACIEACTBEHHOM MpeapacnoiiokeHHOCThI0. C e€ MOMOIIbIo
MOKHO  JOOWTbCS  TIOJHOW  HOpPMAlW3alMd WM  CHUXKEHHUS  BBIPAKEHHOCTH
NaTOJIOTUYECKOTO Tpoiiecca. s HeKoTopbIX (opM HACIIEICTBEHHOW IMAaTOJOTHU OHA
MOXKET COBMNAJaTh C JIEUEOHBIMH MEPONPUATUSIMH B OOIIEMEIUIIMHCKOM CMBICTIE.
[Ipumepamu TpeTUYHOM MNPOPUIAKTUKH MOTYT OBITh IIEJIUAKHUs, TajJaKTO3EeMHUS,
denunkeTonypusi, runotupeos. llemmakus, HeNepeHOCHMMOCTh 3JAKOBOTO Oeyka
[JIIOTEHA, MPOSIBIISIETCS C HA4YaloM NpHKOpMa peOEHKa MaHHOM Kamieil. MckirodeHue
[JII0OTEHAa U3 MUIIM TOJHOCThIO M30aBiisgeT peOEHKa OT TsDKeNeHIled MaToJoruu
KEIYJOYHO-KUIIEYHOT O TPAKTA.

Meponpusatuss 1o mnpoduiIaKTUKE TMPOBOJATCA [0 3adyartus pebeHka u
3aKaHYMBAIOTCS OOLIETIONMYIALUOHHBIM oOcienoBanueM. [Ipu 3Tom ucmonb3yroTes aBa
MPUHIMIHAIBHO Pa3HbIX MOAX0Aa (CEMEMHBIN U NOMYISIUOHHBIN) OTHOBPEMEHHO.

CoBpeMeHHOI OCHOBOW MNPO(DUIAKTUKU HACJIEACTBEHHON MATOJOTMH SBISIOTCS
TEOpEeTUYECKHE pa3pabOTKU B OOJACTH T'€HETHKM YEJIOBEKAa M MEIHILIHMHBI, KOTOpbIE
MO3BOJIMJIA  TIOHATH: 1) MOJIEKYJSIpHYIO TPUPOAY HACJIEACTBEHHBIX OOJIE3HEH,

MEXaHMW3Mbl M TPOLIECChl HMX pPa3BUTHUS B IMpe- U IOCTHATAJIBHOM Iepuoaax; 2)
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3aKOHOMEPHOCTH COXpaHEHUs MyTalui (a MHOTJAa U PacCHpOCTPAHCHHS) B CEMbSIX U
MOMYJISIIUAX; 3) MPOLIECChl BOSBHUKHOBEHUSI U CTAHOBJICHUSI MYTAaIlMil B 3apOJIBIIIEBHIX U
COMATHUYECKHUX KIICTKaX.

B renermyeckoM IuIaHe  BBIACASIOT S5 MOJAXOAOB K  IPOQUIAKTHKE
HACJIEICTBEHHOU NAaTOJIOTUMU:

1. VYnpapieHnume 3KcmpeccMed TeHOB. 3Hasi  MEXaHU3MBl  JICWCTBHS
MaTOJIOTUYECKUX T'E€HOB, MOXHO pa3pabarbiBaTh METOJbI UX (EHOTUIIHUYECKOMN
KOPPEKIIUM, T.€. YIPaBIsATh IEHETPAHTHOCTHIO M OAKCIPECCUBHOCTHIO. [Ipumepom
yOpaBICHUS  JIKCIPECCHEH TEHOB  SBJSIETCS  NPEAYNPEXKIACHUE  TOCIEICTBUN
(eHUIIKETOHYPHUH, TAJTAKTO3EMUH U BPOKIEHHOTO TUMNOTHpeo3a. KiimHandeckas kapTuHa
aTuX OoJe3Heil hopMUpYyeTCsS B MOCTHATAIBHOM mepuoje. B CBSI3M ¢ 3TUM NpUHITUTI
TPETUYHOW TPO(UIAKTUKH B JIAHHOM Cllydae MpocTod. bose3Hp 1obkHA OBITH
JTUAarHOCTUPOBaHA B TEUYCHUE HECKOJBKHX JIHEW TIOCJIE POXKIEHHUS, YTOOBI Cpasy
NPUMEHUTH METOJbI MPOPUIAKTUIECKOTO JICUCHHUS, T.€. JICUCHUs, PEIyIPeKIAI0IEr0
pa3BHUTHE MMATOJOTHYECKOro (eHoTuna (KIMHUYECKOW KapTuHbl). HopMokomnupoBaHue
MOXET JOCTUTaThCS AUETHYECKUMU (TpU (PEHWIKETOHYPUH, TajJaKTO3eMHUH) WU
JIEKapCTBEHHBIMHU (MPU TUIIOTUPEO3€E) METOIaMHU.

Koppekuuss mposiBIeHHs NaTOJIOTMYECKHMX T'€HOB MOXET HAauyMHATBCS C
AMOPHUOHATBHOM CTaAUM Ppa3BUTHUS, TaK Ha3blBaeMas IEPUKOHIECIIMOHHAS W
nepuHaTalbHas MPOPUIAKTUKA HACIEACTBEHHBIX OOJie3HEH. VYKa3aHHBIA TEPHO/T
OXBaTBIBAET HECKOJILKO MECSIEB /10 3a4aTUs U 3aKaHYMBAETCs poaamu. Tak, Hampumep,
runoeHmaTanuHoOBasl UeTa JUisl MaTepu BO BpeMsi OCPEMEHHOCTH YMEHBIIAeT
MposIBIICHUS (PEHWIKETOHYPUH B TIOCTHATaIbHOM Tepuoie y pebOEnka. bwuio
MOAMEYEHO, YTO BPOXKAEHHBIE AHOMAJIMM HEPBHOW TPYOKH (MOJIUTEHHBINA Xapakrep
HaclIeJIOBaHUsI) PEKe BCTPEUAIOTCA Yy JETEW KEHILIUH, YINOTPEOJSIOMUX AOCTATOUYHOE
KOJIMYECTBO BUTAMUHOB.

Tpetnunas npoduiakTUKA HA OCHOBE YIPABJICHUS IKCIPECCUEN TEHOB OCOOEHHO
BakHa U dA(dekTuBHA ISl OpeaynpexaeHuss OoJie3HEH ¢ HACIEJCTBEHHOU

MpeApacioyioKEeHHOCThI0.  MckimoueHue u3  cpeipl  (HaKTOpoB, CHOCOOCTBYIOIIHUX
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Pa3BUTHIO MATOJOTMYECKOro (PEHOTUNA, & MHOTJA U O0YCIOBIMBAIOLIUX €ro, MPsAMOMN
NyTh K NMPOPUIAKTUKE TaKuX Ooje3Hei. XoTda npopuiaakTuka MyJIbTHPAKTOPHATBHBIX
COCTOSIHUM ©oJiee ClI0XkKHAas, TMOCKOJIbKY OHM BBI3BIBAIOTCS  B3aMMOJEHCTBUEM
HECKOJIbKUX (haKTOPOB Cpelibl U TMOJMICHHBIX KOMIUIEKCOB, BCE K€ MPU MPABUIHLHOM
CEMEHHOM aHalIM3€ MOXHO JOOUTHCS 3aMETHOrO 3aMeJIeHUs pa3BUTUA OOJE3HU U
YMEHBIIICHUS] €€ KIMHUYECKUX TNPOSIBICHUM B pPE3yibTaTe HUCKIIOYCHUS JIEUCTBUS
MPOSIBJISIONINX CPEeAOBbIX (akTopoB. Ha 3TOM mnpuHIMIIE OCHOBaHA MNpO]HIaAKTHUKA
TUIEPTOHNYECKOM 00JIe3HH, aTepPOCKIIEPO3a, paKa JIETKUX.

2. DuuMuHAOMA SMOPMOHOB M IUIOAOB C HACJEACTBEHHOH MATOJOTHEI.
MexaHu3Mbl TUMUHAIIMA HEKU3HECTIOCOOHBIX SMOPHOHOB U TIJI0JI0B OTPaOaThIBAIUChH
HBOJIIOIIMOHHO. Y YeJOBEKa ATO CHOHTaHHBIE abOPTHl U MPEXKACBPEMEHHBIE POAbI, B
50% ciyyaeB npepBaHHBIX OEPEMEHHOCTEN Yy TUIOAOB MMEIOTCS BPOXKIACHHBIE MOPOKU
pa3BUTHs WIM HACIEJICTBEHHbIE 00Je3HU. Takum 00pa3oM, dJIMMUHALIUS SMOPHUOHOB U
IUIOZIOB C HACIEACTBEHHOM MATOJIOTHEl 3aMEHSeT CIIOHTaHHBIM abOpT Kak MPUPOIHOE
aBiieHre. MeTo/bl MpeHaTaIbHONW JUArHOCTUKH OBICTPO Pa3BHBAIOTCS, MOATOMY 3TOT
npoQUIaKTUYECKU TMOJX0J MojydaeT Bce Oonbinee 3HaueHuwe. [lokasanuem miis
npephiBaHUs OEPEMEHHOCTH CIIY)KUT YCTAaHOBJICHHE JHAarHo3a HaclieJCTBEHHOTO
3a0o0eBaHus y TI0Ja U TPOBOAMUTCS C COTJIacus >KEHIIUHBI. EcTecTBeHHBIN 0TOOp Yy
YyelloBeKa B TEUYEHHUE BHYTPUYTPOOHOTO TMepuoAa TO3BOJMI aMEPUKAHCKOMY
smoOpuonory JIx. Yopkanu B 1978 1. chopmynupoBaTh KOHIIEHIMIO TEpaTaHA3UU -
€CTECTBCHHBIM IMPOLECC OTCEHMBAHUS IUIOJOB C BPOXKICHHOM MAaTOJIOTHEH, IIyTEM
CO3JIaHUSI HETIEPEHOCHUMBIX YCJIOBUU JJIS IJIOJA C MATOJIOTMEH, XOTSI TaKue YCIIOBHS
BIIOJIHE MPUEMJIEMBI I HOPMaJIbHOTO Mioja. HayuHble pa3paOOTKH HampaBlICeHbl Ha
MOWCK METOJIOB WHIAYIMPOBAHHON CEIEKTHBHOW THOENHM IJI0/la C TMaTOJOTUYECKUM
TeHOTUIIOM. MeToabl JOHKHBI OBITh (M3UOJOTUYHBIMHU JJII MaTepu M aOCOFOTHO
0e30macHBIMHU 711 HOPMAJIBHOTO TUTO/A.

3. I'eHHasi WH:KeHEepPUs] HA yYPOBHe 3apoAbllIeBbIX KJETOK. [Ipodunakruka
HAaCIIEJICTBEHHBIX OoJie3Hel Oyner HamOosiee MoiaHOW U 3(PEKTUBHOM, €ClIU B 3UTOTY

BCTPOUTH T'€H, 3aMEHSIONIMA MYTAHTHBIM I'€H. DTO BBEACHUE HOPMAJbHOTO aJlIeis B
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reHOM MyTeM TpaHC(peKIuu, oOpaTHas MyTalMs NaTOJOTMYECKOro  aJijens,
«BKJIIOUCHHE)» HOPMAJIBHOTO TE€Ha B pPadoOTy, «BBIKIIOYEHHE)» MYTAHTHOTO TEHA.
CnoXHOCTH OYEBHUIHBI, HO TPEANOCBUIKM JUIsl KOPPEKLIHMH TE€HOB 4YeJIOBEKa B
3apOABIIIEBBIX KJIETKaX Yk e co3laHbl. VX MOXHO 000OUIMTH B BHJIE CIEIYIOUIUX
IIOJIOKECHUMN :

1. IlepBuunas pacmu@poBKa reHoMa 4eloBeKa 3aBepIleHa, 0OCOOEHHO Ha YPOBHE
CEKBEHHPOBAaHUS HOPMAJbHBIX U MATOJIOTMYECKUX ajuiened. NHTeHCMBHO pa3BUBaeTCs
(yHKIMOHAIbHASI TEHOMMKA, Oyiarojaps KOTOpod OyAyT U3BECTHbI MEXICHHbIC
B3aMMO/JICYCTBUA.

2. I'enbl yenoBeka HETPYAHO TOJYYUTh B YHCTOM BHAC XUMHUUYECCKUM WU
OMOJIOTUYECKUM CHUHTE30M (TeH TJIOOMHA uYejoBeKa ObLI OJHUM U3 TMEPBBIX
MCKYCCTBEHHO MOJYyYEHHBIX T€HOB).

3. Pa3paboTaHbl METObI BKIIIOYEHHS] T€HOB B T€HOM YEJIOBEKa BEKTOPAMH WJIU B
YHCTOM BHJIE TTYTEM TPaHC(HEKIUH.

4. MeTtoabl HAPABIEHHOTO XUMHYECKOTO MyTareHe3a no3BOJISIOT UHAYLIMPOBATh
cnenupuyecKkue MyTallid B CTPOTO OINpPEIEIeHHOM JoKyce (TojydeHue OOpaTHBIX
MyTalui - OT MATOJOTHYECKOTO aJIeNsl K HOPMaJIbHOMY).

5. B skcnepuMeHTax Ha KMBOTHBIX TOJYYEHBI J0KA3aTEIhCTBA TPaHCHEKIINH
OTJICJIbHBIX T€HOB Ha CTajuu 3uUrot (apos3oduiia, CBUHbA U 1p.). BBeneHHBIE TEHBI
(GYHKIIMOHUPYIOT B OpTraHU3ME-PEHUNHCHTE U MEPEIA0TCs MO HACJIEACTBY, XOTS U HE
Bceraa no 3akoHaM Menzgens. Hanpumep, reH ropmoHa pocta KpbIC, BBEJICHHBIN B
TE€HOM 3UTOT MBbIIIeH, (YHKIMOHUPYET y POAMBIIMXCA MbIield. Takue TpaHCTEHHBIC
MBI 3HAYUTETHHO OOJIBINE IO pa3MepaM M Macce Tella, Y4eM OOBIUHBIE.

4. IlnanumpoBanue cembu. [Ipu BeicokOM (Oomee 20%) pucke pOXKACHUS
O0onpbHOro  peOeHKa  PEKOMEHJOBaH  OTKa3  OT  JETOPOXKICHMS,  IOCIHe
KBUTH(DUITUPOBAHHONW MEIUKO-TEHETUYECKOW KOHCYJIbTAIlMM, KOTJa HET METOOB
MpEHATaJbHOM JUArHOCTUKM WJIM JJii CEMbU MO0 Pa3IMYHbIM COOOpaKeHUSIM
HEeMpueMJieMo npepbiBanue 0epeMeHHOCTU. OTKa3 OT KPOBHOPOJCTBEHHBIX OpaKkoB WU

OIrpaHUYCHHC NCTOPOXKACHNA B HUX MOXCT paCCMAaTPUBATLCA KaK MCTO HpOCI)I/IHaKTI/IKI/I
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HacleACTBEHHOW mnartonoruu. OkoHuyaHue neropoxiaeHus a0 30-35 ner oauH U3
(akTOpoB NMPOPUIAKTUKN HACIEICTBEHHBIX Ooje3Her (s »keHuuH nociue 30-35 ner
MTOBBIMIAETCS BEPOSTHOCTh POXKIACHUS peOCHKA C XPOMOCOMHOM 00JIE3HBIO, ISl MY>KUYHUH
- C OTJCIbHBIMU T€HHBIMU OOJIC3HSIMH).

5. Oxpana okpy=xawmeil cpeabl. HacinencrBeHHass M3MEHYMBOCTH YEIOBEKA
MOCTOSIHHO TIOTIOJHSAETCS HOBBIMH MYTaIllMsMHA. BHOBH BO3HHKAIONIUE CIIOHTAHHBIC
myTtauuu onpeaensitor 20% Bceld HACIeACTBEHHOMW MAaTOJIOTMU. J[JI1 HEKOTOpBIX
TSDKETBIX  JIOMUHAHTHBIX (QOpM HOBbIE MyTalluud SIBIASIOTCS npuunHod  90%
HacJIEACTBEHHBIX 00JI€3HEN U OoJIee.

Hapsiny co CIOHTaHHBIM MYyTareHe30M Y YelIOBEKa BO3MOXKCH WHIYIIMPOBAaHHBIN
MyTareHes (paJualnroOHHbIN, XUMUYCCKUH, OMOIOTUYECKUI ), OH HOCUT YHUBEPCATbHBIH
XapaKTep Ha BCEX YPOBHSX OpraHU3allMM HACJICACTBCHHOCTH. VHIyIMPOBaHHBIN
MyTareHe3 CIYKUT JIONMOJHUTEIbHBIM HMCTOYHUKOM HACIJICJICTBEHHBIX OOJIC3HEH,
MI03TOMY OH JOJKEH OBITh OJHOCTHIO MCKITIOUEH.

Meronbl TpOBEpKH BHEIMIHMX (DAKTOPOB Ha MYTareHHOCTh pa3paboTaHbl, HX
MOKHO BBECTH B TMTHEHHWYECKHE pErIaMEeHTAIlMH TPHU OXpaHe OKPYKAIOIIeH Cpesbl.
DOTOT BOMNpPOC OYEHb BaXeH, IOTOMY 4YTO MyTareHHble JhdekTl (akTopoB
OKpYXaIoIel cpeibl MPOSIBISIOTCS HE B OKCIIOHUPOBAHHOM TMOMYJISIINH, & B TOTOMCTBE
B HECKOJILKUX TTOKOJICHUSX.

K oxpane cpenbl oOuTaHus 4eI0BEKa OTHOCHTCS HMCKIIIOYEHUE U3 Hee (PaKTOpOB,
BBI3BIBAIOIINX DKOTCHETUYECKHUE IMATOJIOTUYECKUE PEAKIUU (7S JIMI ¢ MUTMEHTHOM
KcepoaepMoi (TOMO3HUTOT) MCKIIOYAIOT KOHTAKT C yIbTPa(pUOICTOBBIMU JTy9aMH, JJIs
JUI] ¢ HEJIOCTATOYHOCTHI0O MHTHOUTOpA MpOTea3 - C MbUIBIO, JIJIT HOCUTEIEH MyTalluu
nopduprHOBOTO TeHa - ¢ OapOuTyparamu u T.1.).

MEJUKO-'EHETUYECKOE KOHCYJIbTUPOBAHUE

OCHOBHBIM METOJIOM MPO(MIAKTUKHA BPOKICHHOW M HACIICICTBEHHON MAaTOJIOTUU
SBIIICTCS CICIUATN3UPOBAHHAS MEIUIIMHCKAS TOMOIIh - MeJANKO-TeHeTHYeCKoe

KOHCYJIbTHPOBaHHUE.
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3amauu MeIMKO-TeHeTUHYEeCKOM KOHCYJIbTAIIUU:

YcraHoBieHHE JIMarHo3a HACJICJICTBEHHOM MaTOJIOTUH (KITMHUKO-
TEHEAJIOTUYECKUM, LIUTOTCHETUYECKUA W MOJIEKYJSIPHO-TEHETUYECKUA  METOJBI,
aHaJU3bl CLETUICHUS] TEHOB METOIaMU T€HETUKH COMATHYECKUX KIETOK U JIp.).

[IpenatanbHasi JUarHOCTUKA HACJIEACTBEHHBIX 3a00JIeBaHUM (YIbTPa3BYKOBBIMH,
[IUTOT€HETUYECKUMU, OMOXUMUYECKUMHU U JIP. METOJIAMH ).

Ornpenenenue TUIa HaclIeI0BaHus 3a00JI€BaHMUS.

4. O1ieHKa BETMYHMHBI PUCKA POXKIEHUS OOJIBLHOTO peOeHKa.

5. Ilponaranaa MeIMKO-TEHETUYECKUX 3HAHUW CPEIN Bpayuell U HACEJICHHUS.

IToka3aHus 1jisi MEAMKO-TEHETHYECKOr0 KOHCYJIbTHPOBAHMS

VcTaHoBIIEHHE JHArHO3a HACIEICTBEHHOM O0JIE3HU.

Poxnenue pebeHka ¢ BpOXKICHHBIM ITOPOKOM Pa3BUTHSI.

3anepkka GU3NIECKOT0 PA3BUTUS WIIM YMCTBEHHAs OTCTAIOCTh y peOeHKa.

[ToBTOpHBIE CIOHTaHHBIE A00PTHI, BHIKUIBIIITN, MEPTBOPOKICHHUSI.

BrisBieHrE MaTOMIOTHH B XO/€ MPOCEUBAIOIIUX MPOTPaMM: OJIM3KOPOICTBEHHBIE
Opaku, BO3JICHCTBHE TEPATOTCHORB B MEPBHIC 3 MecsIia OEpEeMEHHOCTH U Jp.

Menuko-reHeTHYECKOE€  KOHCYJIBTUPOBAHME  BKJIOYAET  YETHIpE  JTala:
TUArHOCTHUKY, ITPOTHO3UPOBAHUE, 3AKIIOYCHUE W COBET M HCIIOJIb3YET KIMHHUKO-
FeHEAJIOTHYECKUH  METOJN, IIUTOICHETHYECKOE HCCICIOBaHHE, OHOXHUMHYECKHE,
WMMYHOJIOTHYECKHUE W JPYrHe IMapakiIuHudeckue Meroapl. [lpun mnpumeHeHuun
MpeHaTaJbHON JUArHOCTUKH JTHATHOCTUPYETCS 3a00JIeBaHUE y IUIOA.

[Iporao3upoBaHue U OLIEHKY PUCKA PA3BUTHSI HACIEACTBEHHOW UM BPOXKIACHHOU
MaToOJIOTUHU JIJI1 TOTOMCTBA OMNpPEJCAT MOCJE IMOCTAaHOBKM auarHosa. Cremyromas
Ba)XKHas 3a7aya TE€HETHKA COCTOUT B TOM, YTOOBI yOEAMTEIHLHO U JOXOIYMBO JOBECTH
3aKJTIOYCHHE JIO CBEACHUS KOHCYJIbTHPYIOMIMXCS M OOBSICHUTH TaK, 4TOOBI OHA Oblia
00s13aTelTbHO BKJIFOYEHA B IPOIICCC MOTHBAIIMM M BBIOOpA pENIeHWH O JallbHEHIIeM
neropoxxaeHnn. I[lo maHHBIM JUTEpaTyphbl, MPU YCTAHOBICHHOM B MPEHATAILHOM
MEepUoAEe NUArHo3€ y IUI0Ja HE BCE JKEHINWHBI MPUHUMAIOT PEIICHUE O MpEpbIBAaHUU

o0epemeHHOCTH. [Ipu TSAkKETBIX XPOMOCOMHBIX OOJIE3HSIX MPEPHIBAIOT OEPEMEHHOCTH
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TOJIbKO 83% >KEeHIIMH, NMpH NOpPOKaX HEPBHOM TpyOku - 76%, mpu apyrux ¢opmax
XpoMOCOMHBbIX aHoMmanuii - 30%. Yem Tskenee HaciaeACTBEHHass OO0JE€3Hb, TEM
HACTOSITENIbHEE Bpayd JIOJDKEH PEKOMEHJOBATh OTKa3aTbCsd OT JeropoxzaeHus. Ho B
J000M cllydae MPUHATUE PEIICHUS O JETOPOXKICHUN OCTAETCs 32 CEMbEH.

Kpurepuem  >dPekTUBHOCTH  MEAMKO-TEHETHUYECKOTO  KOHCYJIHTUPOBAHUS
ABJIETCS CHIDKEHHE Ipy3a MaTOJIOIMYECKON HACIIEICTBEHHOCTH, a PE3YJIbTaTOM pabOThI
KOHCYJIbTAIlUU - U3MEHEHHE TTOBEJICHUS CYNPYTOB, MPUHSATHE MTPABUJILHOTO PEIICHUS 10
BOMNpPOCaM IJIaHUPOBAHUS CEMbH, JIEYEHHUS U MPOTHO3a 3J0POBbSI OOJIBHOTO.

IIpenaTajbHasi IMArHOCTHKA HACJIEACTBEHHBIX 00JIe3Heil.

[IpenatanbHas (0poAoBasi) NUAarHOCTHKA HACJIEACTBEHHBIX OO0Je3HeH - 3TO
KOMIUIEKCHAasE OBICTPO pa3BUBAOIIAsCS 00JacTh MEAMIMHBI, HCMoJb3ytomas Y3U,
OTICPATHBHYIO TEXHHUKY (XOPHOHOMOTICHS, aMHHO- U KOPJOLECHTE3, OUOTICUS MBIIII U
KOKM IJ101a) u  jJabopaTopHble METOAbl (LIUTOr€HETHYECKHe, OHOXMMHUYECKHE,
MOJIEKYJISIPHO-T€HETHUYECKHE).

O} pexTuBHOCTE MEAMKO-TEHETUYECKOrO0  KOHCYJIbTUPOBAHUS  3HAUYMUTEIBHO
BO3pacTaeT, Oyarojaps UCIOJb30BAaHUIO COBPEMEHHBIX METOJOB IpEeHATaIbHOM
nuarHoctuku. [Ipu ee mOMOIIM BO3MOKHO 3aJ0JITO 10 POKACHUS PeOCHKA OMPEACIIUTD
3a0osieBaHUE U, €CITU HE0OXOIUMO, MPEPBaTh OEPEMEHHOCTh. 3a00Ta CEMbH O 3/I0POBbE
Oynymiero pebeHka TpeOyeT OIEHKH Te€HETHUYECKHMX M CPEHOBBIX (PAKTOpPOB pHCKa
ucxoja 6EpeMEHHOCTH M MCTIOIb30BaHIE METOIOB MPEHATATBLHON TMarHOCTHKH.

IMokazaHusAMH K NPOBEJIEHUIO PEHATAJILHOM TMATHOCTHKY ABJISIIOTCS:

- TOYHO YCTaHOBJIEHHOE HACJIEJICTBEHHOE 3a00JIeBaHUE B CEMbE,

- BO3pacT MaTepu Bbiiie 35 jeT, otua - ot 40 ner,

- HaJTM4HE B CeMbe 3a00JICBaHMS, CBI3AHHOTO C TTOJIOM,

- HaJM4Me CTPYKTYPHBIX NEPECTPOEK XPOMOCOM Yy OJHOTO U3 POAUTENEH
(0c0OEHHO TpPaHCIIOKAIMIA U HHBEPCHIA),

- TeTePO3UTOTHOCTh 00OMX POJUTENICH MO OJHOW Mmape ajiesiel mpu ayTOCOMHO-
pelecCBHOM 3a00JIEBaHUH,

- HaJW4YMe B aHaMHe3¢ OEpeMEHHON JIUTENbHON pabOThl HAa BPEIHBIX IS
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3I0POBBSI MPOU3BOJICTBAX HWIIM MPOKUBAHUS B MECTaX C MOBBIIIEHHBIM PaJualliOHHBIM
dboHOM U Ap.,

- IOBTOPHBIEC CTIOHTaHHBIC MIPEPHIBAHUSI OEPEMEHHOCTH WIIA POXKJIECHUE peOCHKA C
BPOXJICHHBIMU TMOPOKAMHU Pa3BUTHS, CaXapHbId AuabeT, snuierncus, UHOEKIUu y
OepeMeHHOH, JIeKapCTBEHHAs TepaIusl.

Heob6xoaumMble yciaoBuUs MpeHATATbHONW TUArHOCTUKH:

1. Bpauu, onpenenss nokazaHusi K MHBa3UBHOW NpEeHATAIbHON JHArHOCTHKE,
JIOJDKHBI 3HATh OTPaHUYEHUS METOJIA.

2. [IpenatanbHas TMarHOCTUKA JIOJKHA BKJIIOYATH JBa dTamna. [lepBeIit atan -
BBISIBJICHHE CEMEH C MOBBIIIIEHHBIM PUCKOM HEOJArornojJyqHOro B FreHETHUYECKOM TUTaHE
ucxona OEPEeMEHHOCTH M HCIOJb30BaHUE METOJIOB MPOCEUBAIOIICH JHATHOCTHKH.
Bropoit »Tam - yTouHsOIIAs TpeHaTajbHAas JUArHOCTUKA. VIHBa3uBHBIC WIH
HEWHBA3WBHBIC, J1AOOpPATOPHBIE, JOPOTOCTOAIINE, TPYIOEMKHUE METOJbl yTOUHSIONICH
JTUATHOCTUKU MMPUMEHSIOT TOJIBKO Y KEHIIUH ¢ (haKTOpaMH pucKa.

3. CnenuanucTel O IpPeHATaJIbHOM JUAarHOCTUKE (aKyllep-TUHEKOJIOT, Bpay-
TeHeTHK, Bpad JabOpaHT-TEHETHK) JOJDKHBI 3HATh JMAarHOCTUYECKHE OTpaHUYCHUS
MeTo/a B UX JIaOOpaTOpHH.

4, CrnenuanucTel JODKHBI CTPOTO COONMIOAATh CTAaHAAPTHI  OINpPEACIICHUM
MOKa3aHWW M BBIMOJHEHUS MpOLEenyp U JabOpaTOpHBIX aHAIM30B OCYIIECTBISATH
TEeKYIIMH KOHTPOJh KadecTBa pabOThl, a TakXKe HWMETh CTAaTUCTUKY HCXO/0B
OepeMEeHHOCTEN W pacxoXxJAeHHil auarHo3oB. KoHTponb - mociie abOpTOB WM TOCIE
POXIIEHUS peOeHKA.

MeTtoabl NpeHATAJbHON JUATHOCTUKM:

1)  TIpoceuBaromue:

- onpeenieHue KoHIeHTpanun a-peronporenna (ADII);

- BBISIBJICHUE YPOBHSI XOPMOHUYECKOT0 TOHa10TponuHa yenoseka (XI'Y);

- OIpeieICHUE YPOBHS HECBSI3aHHOTO 3CTPHOIA;

- OIpeJieIeHUue aCCOMUPOBAHHOTO C OEPEMEHHOCTHIO MIa3MEHHOTO Oeka A;

- BeigesieHue kietok win JIHK miona u3 opranusma marepu.
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HewnBasuBHEIE:
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- yIbTpa3BykoBoe uccieaoanue mionaa (Y3N).

3)

NuBazuBHbIe (Tabnuna 24):

- ouorncus XOpHOHAa U INIalCHTHI,

- aMHHOIIEHTe3 (IIPOKOJI TUJIOJHOrO MY3BIpA JUIsl TOJY4YEHHUS OKOJIOIUIOIHOMN

KUJIKOCTH);

- KOpAOLIEHTE3 (B3ATHE KPOBU U3 IMYNOBUHBI);

- peTockomnus (BBEJCHNE 30H1a U OCMOTP TUI0/1A).

HMuBa3uBHas JAUAardHOCTHKaA.

buoncus BopcuH |Cpoku [{uToreHeTnyecKoe uccie10BaHue

XOpHOHA

TpaHncuepBuKaibHas 1 Tpumectp buoxumudeckoe ucciaenoBaHue
8-10 Henenp

TpancabnomunaneHass |C 11-22 Hemens -| MoJeKyIIpHO-TEHETUYECKOE
IJIAIIEHTOOHMOIICHS | MCCIIEIOBAHUE

AMHUOIIEHTE3 Pannuii [luToreHeTnueckoe Ucciea0BaHNUE
9-11 nHenenb

TpaHcBarnHaJIbHBIN OG6menpuHAThI | BuoxuMHuueckoe ucciaeaoBaHme

15-18 venennb

TpancabpoMuHaTBHBIN

MoJieKyIapHO-TEHETUYECKOE
UCCIIEJOBAHUE

Kopnouenres Il TpumecTtp [{uToreHeTnyeckoe, OHMOXMMHUUYECKOE
18-22 nenens 151 MOJICKYJIAPHO-TEHETUYECKOE
UCCIIEIOBAHUS, JUArHOCTHKA
Oone3Helt kpoBu 1mioma, BYMU,
UMMYHOIC(DUITUTHBIX COCTOSTHUH.
derockonus Il pumecTtp Buzyanu3zauus BaemHux BITP

(He ucnoyb3yeTcs)

18-23 uenens

buorncus Tkanen miioaa

Il pumecTtp
14-16 nenens

Ileueun
Koxa
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14. TIPUHIIATIBI JEYEHW S HACJIEJICTBEHHOM ITATOJIOT M

Pe3uCTeHTHOCTh  HACJIEACTBEHHOW  MATOJOTMM K  Tepamud  OOBICHSET
MPEUMYIIECTBEHHOE NPUMEHEHHE B HACTOSIIEE BPEMsI CHUMITOMAaTHYECKOW Tepamnuwu,
TOrJa Kak paJuKalibHas 3TUOJIOTMYECKas M MaTOreHeTUYecKas Tepamnusi OOJIbIIMHCTBA
(GopM HACNEACTBEHHOW NATOJOTMHM OTCYTCTBYET, WJIM HAXOJIUTCA Ha CTaJIuu
pa3paboTku. ['TaBHBIM OCTaeTCsl MPUHLIMIT MHAUBUAYAJIU3ALNHU - JICYUTh OOJIBHOTO, a HE
00J1€3Hb.

3 OCHOBHBIX NPUHIMIIA JeYEeHUSsI HACJIeICTBEHHON NATOJOT MU

1. JTuoTponHas Tepanusi (ycTpaHeHHWE NpUUMHBI Oone3Hu). Metogom
JICUCHHMSI SIBJISICTCSl T€HHAsl TEparusl, 1IeJIbI0 KOTOPOH SIBISIETCS BHECEHHE B KJICTOYHBIN
T€HOM TIOPaXEHHBIX OPraHOB HOPMAJBHO JKCIPECCUPYEMOTrO <«3I0POBOTO TEHaY,
BBITMOJHSIOMIETO (PYHKIIMIO MyTaHTHOTO («OOJLHOT0» I'eHa).

2.  IlatoreHeTmueckasi Tepamusi (Bo3AedYTBHE HA MeXaHU3M OO0JE3HN)

BKJIFOYAET B ceOd

. 3aMeCTUTENbHYI0 TEpanuid — BBEIACHHE B OpraHu3u Je(eIruTHOro
BEILIECTBA
. Koppekmuto metabonuzMa myTeMm: OTpaHWYEHHs TMOMaJaHus B OPTraHU3M

BCIICCTB, MeTa00InYeCKHU HE YCBAUBAIOUMIUXCA, BBIBCICHUA ns3 opranmisma

MeTa60J'II/ITOB, HaKallJIMBarOImnuxcss B HEM B I/I36I>ITK6; peryisinnusa  aKTHBHOCTH

dbepMeHTOB
. XUPYpPruvecKyro KOppeKIuio 1¢heKToB
3. CuMnromMaTnyeckasi Tepanmusi HalpaBjcHA Ha yCTpaHECHHWE CHUMIITOMOB,

YCYT'YOJISIONMIUX COCTOSTHUE TTAllMCHTA.
STUOJIOTNMYECKAA TEPAITA
DTHOJIOTHYECKAs Tepalus HacJIeACTBECHHON IMaTOJIOTHH 3aHUMAeT 0c000e MECTO B
MOJICKYJISIPHON MEIUIIMHE, HOO TOJIBKO OHA MO3BOJISCT MOJHOCTHIO YCTPAHUTD MPUUHHY
0oJIe3HH.
PanukanpHas Tepanus HaleleHa Ha 3aMEHY:

*MYTAHTHOTO T€HAa B TMOBPEXKIACHHOW KIETKE €ro HOPMaJlbHOM KOmueu -
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TE€HOTEpaIIns;

*TIOBPEXKJICHHBIX COMATUYECKHX KJIETOK CTBOJIOBBIMU KIJIETKAMU - KIJIETOYHAs
Tepanusi;

*TIOBPEKICHHBIX TKaHEH HOBBIMU TKaHSIMHU - TKAHEBAs TEparusi.

B MonexynspHOW MeQUIMHE TOABWINWCH W HHTEHCHUBHO  Pa3BUBAIOTCS
HAHOTEXHOJIOTUHU, HAHO-OMOTEXHOJOTHU U HAHOMETUIIMHA.

I'enoTrepanusas Kak MeTOX KOpPpPEeKUHM TreHeTHYecKHX JAedexToB. B
skcnepumentax ¢ PHK- u JIHK-comepkamumu Bupycamu omyxoseit (Hagano 70-x
roJIOB) BBISIBJIEHA CIIOCOOHOCTh BUPYCOB TMEPEHOCUTH T€HBI B TPaHCHOPMHUPOBAHHBIC
KJIeTKH U chOpMYyJIUpPOBaHA KOHIICTIIUS HMCIOJIb30BaHUSI BUPYCOB KaK IMEPEHOCUYHUKOB
T'€HOB, T.€. KOHIIEMIIUS CO3/JaHusl BeKTOpHOM cucteMbl (pexkomObunantHas JIHK). B 80-x
rojiax ObuIa JoKa3zaHa BbICOKast 3 ()EKTUBHOCTH MEPEHOCA TEHOB BEKTOpPaMU B KJIETKHU
MJIEKOIIMTAOLIXX 1N VItro u in VIVO.

[IpuHUMNIMANBHBIE BOIIPOCHI T€HHOUM TEpalvy y 4YesloBeKa peleHbl. Bo-nepBbIX,
reHbl MOKHO HM30JIUPOBATh BMECTE C (DIAHKUPYIOUIUMU (TIOTPaHUYHBIMHU) 00JIACTAMH,
colepKalluMU B ce0e BaKHBbIE PETyJSITOPHBIE TMOCIEA0BATENbHOCTH. B0-BTOPHIX,
U30JMPOBAHHBIE TE€Hbl HETPYIAHO BCTPOUTh B UYXKEPOAHBIE KIETKU. «XUPYpPrus»
TPaHCIUIAHTAllMK T€HOB MHOT000Opa3Ha.

['ennas tepamus pa3BUBaeTCs yAMBUTEIBLHO ObICTPO. [IepBBIi MPOTOKOI TeHHOM
Tepanuy y dejioBeka Obur cocTaieH B 1987 r., mposepen B 1989 1., a ¢ 1990 r. yxe
Hayajgach TeHHas Tepamuss OonbHbIX. Ha manHbli MomeHT 60% KIMHUYCCKHX
UCIIBITAHHI IO TEHHOM Tepanuu HaxoasaTcs Ha 1-it (aze (ompeneneHne TOKCUTEHHOCTH
U MpoBepKa 0€30MacHOCTH BBEICHUS T€HHBIX KOHCTpYKIMiA), 20% - Ha cTaguu OLICHKU
3 GEKTHBHOCTH TMEpeHOCca TeHa U JieueOHON d(PHEKTUBHOCTH M TOJBKO OKOJO 2% - B
¢dasze oreHKu TepaneBTHUYECKON d(pdekTuBHOCTH. B HacTosmee BpeMss HaCUUTHIBACTCS
okosio 60 Oone3Hell, MpU KOTOPBIX MPOXOJAT UCIHBITAHUS METOJAOB I'€HHOW Teparnuu
(cemeliHas  rumepxosiecTepuHeMus, OoJjie3Hb [omie, HaclIeACTBEHHbIE  (OPMBI
HU3KOPOCIOCTH, MYKOBUCIIUI03, Pa3InuHbIe (DOPMBI paka, UMMYHOJIEPUIUTHI U Jp.).

['eHHas Tepamus OCYIIECTBISIETCA ABYMSI IYTSIMH: 4Ye€pe3 TPAHCTEHO3
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W30JIMPOBAHHBIX M3 OpraHM3Ma COMATHYSCKHX KICTOK IN VIr0 wim depe3 mpsAMoii
TPaHCTE€HO3 KJIETOK B Opranu3me in Vivo.

TpancreHo3 (mepeHoc reHeTHYECKOro MaTepurala) HalpaBiieH Ha COMAaTUYECKUE
KJICTKU-MUIIIEHU, 3apaHee BBIJICJICHHbIE U3 OpraHu3Ma (JUMQOIUTHI, KIETKHU KOCTHOTO
Mosra,  ¢ubpobmactel, omyxosieBble  kieTku). Haubonee  3ddexTuBHBIMU
nepeHocunkamu JIHK B KIETKH SBISIOTCS «IPUPOIHBIC IIMPHUIBED - BHPYCHI
CoBepIICHCTBOBAaHUE  HEBUPYCHBIX  METOJNOB  (XMMHYECKMX U  (PU3NYCCKHUX)
POJIOJKACTCS, JJIsl UCKIIFOUCHHS BBEICHUE UY>KOT'0 T€HETUUECKOT0 MaTepuara.

KoneuHplii 3Tam TpaHCTEHO3a COMATHUYECKHUX KJIETOK - 3TO pPEUMILIaHTAIUs
TPAHCTEHHBIX KJIETOK-MHIIeHeH. OHa MOXET OBITh OPraHOTPONMHON (TIEYCHOUYHBIC
KJIETKH BBOJIST Yepe3 BOPOTHYIO BEHY) WJIM IKTONMMYECKOHN (KJIETKH KOCTHOTO MO3ra -
yepe3 nepudepuyeckyro BeHy).

[Mpsmoii  Tpancreno3  (in - VIVO)  OCYyIIECTBISETCS  IyTEM  CO3JaHHUsA
PEKOMOMHAHTHOTO T€HETUYECKOT0 BEKTOpPA C 3a/IaHHBIM T'€HOM, TKaHecHelu(pUIECKUM
(OpraHoTponHbIM) WIH HecHelU(PUUECKUM, TPAHCTEHO3 TMPOUCXOAUT B KIETKAX-
MUIICHSIX WU B JIIOOBIX KJIETKAaX OpraHu3Ma.

['eHoTepanusi OCHOBaHA HA KOPPEKIIMU TeHETUYECKUX Ne(HEKTOB MyTeM BBEICHHUS
B «OOJBHYIO» KJIETKY MOJIEKYJ CHEeIU(pUYECKOTO JIEKapCTBa, MPUIAIONIETO €l paHee
HECBOICTBEHHbIE  HOpMaibHble GyHKIMA. B  pomm  jnekapcTBa  BBICTYHAaeT
KJIOHMPOBAHHBINM I'€H WM UCKYCCTBEHHO CUHTE3UpOBaHHAs Mojekysia MPHK.

OOHafexXuBarOIIMEe PE3yabTaThl TMPUMEHEHHS TEHOTEpanmuu ¢ KJIETOYHOM
Tepanuu ObUTM TOJYYEHBI MPHU JIeYeHUU OOJBHBIX ¢ remModummmeit B, rmnobmactomoi,
MYKOBUCIIUJIO30M M CEMEWHON THUIlepXOoJecTepuHeMue, MHOTuX Gopmax paka,
TSOKENBIX ~ WHMEKIMOHHBIX 3aboneBanuit  (6emenctBo, cronOHsak, CIIAJ) w
muoauctpoduu JlromeHHa.

B Hacrosiiee BpeMs HaxXOAUTCS Ha CTaluK pa3pabOTKu Tepanus omyxoieit (60%
ucnbitanuit), Mb (12%,), cepaeunococyauctbix Oosie3Her (8%) U MH(PEKIMOHHBIX
oosesneit (6%), Bxatodas CIIN]L u rematut B. Ilo skcriepTHBIM OlIEHKaM, IIAHCHI Ha

ycnex coctaBistoT 60-70%.



155

Cy1iecTByIOT TpH MOJX0/1a K TEHOTEPAIHH.

IlepBblii moOAX0A - BBEACHUE HOPMAJBHBIX TEHETHYECKUX CTPYKTYp IIpHU
COXpaHEHHMH MATOJIOTMYECKUX KOIHM.

BTopoii moaxon - moiaBieHUE SKCIPECCUHN TTPOIYKTOB 1€PEKTHOTO TeHA MyTEM:
*BBEJICHUSI T€HOB-YOUIAIL;

*0JIOKMPOBAHUS IKCTIIPECCUU OHKOT'CHOB;
*BBCJICHUSI B  OMNYyXOJEBbIE KJIETKA HOPMAJIbHBIX KOMUH TE€HOB-CYMNPCCCOPOB
OIYyXO0JICBOTO POCTA.

Tpernii moaxoa - TMOBBIIIEHHE WMMYHOPEAKTUBHOCTU KJIETOK-MUIICHEW WU
aKTUBAIIUSI UMMYHHOMN CUCTEMBbI OpTraHu3Ma.

Bce Tpu monxoma mepCneKTUBHBI JJISl JICUCHHS] OHKOJIOTHYECKUX M BUPYCHBIX
3a00JIEBaHMI.

BapuaHThl mpakTHYECKOT0 MPUMEHEHUS T€HHOU TepaIuy MPUBEICHBI HIKE.

Henocratounocts aneHo3unae3amuHasbl. Jlepouka 4-x jetr (CHIA) crpanpana
EePBUYHBIM UMMYHOIE(DHUITUTOM (TsoKenas KOMOMHHpOBaHHAs dbopma),
00yCIIOBJIEHHBIM MYTalliel B T€HE aJleHO3MHe3aMiHa3bl. Bee 4 roga neBoyka >xuiia B
crepwibHOM Ookce. Jlumdonutel OonpHON 3apaHee OBUIM OTIEICHBI OT OCTaJbHBIX
3JIEMEHTOB KPOBH, T-TUMQONUTHI CTUMYJIUPOBAHBI K POCTY. 3aTeM iN VItro B HUX ObLI
BBEJICH T€H aJICHO3MHJE3aMHUHA3bl C TIOMOIIBI0O  PETPOBUPYCHOTO  BEKTOpA.
[IpuroToBneHHbIE TaKUM O00pa3oOM  «TECHHO-WHXXEHEPHBIC» JTUMQPOIUTH  OBLIN
BO3BpaIeHbl B KPOBOTOK. JlaHHOE coObITHe mpousonio 14 centsops 1990 r., sta gara
CUMTAETCS JHEM pOXKACHUS MpakTUueckoll reHHo Tepanmuu. C 3TOro roza crai
BBIXOJIUTH )KypHaN «['€HHas Tepanusy.

Cemeiinas runepxonectepunemusi. Penenrtopst JIIIHII, urparonue Kiro4eByro
poOJIb B OOMEHE XOJECTEpHHA, CHHTE3UPYIOTCS B KIIETKAX MEUYCHH, KOTOPBIC SBISIOTCS
KJIETKaMU-MHUILIeHSIMU. bonbHOM OblIa caenana yactuyHas (oxosno 15%) rematakromus.
VYianeHHyo J0JII0 TEYEHU MPOMBUIM PACTBOPOM KOJUJIAr€HA3bl, MOJYy4YWId 6 MIIH.
renaTolrMTOB W BBIPACTHIIM B YallkaX Ha THUTATENBbHOW cpeae. Bo Bpems pocrta B

KYJIbTYype s BKIIIOUeHUs HopMmanbHOro rexa JIIIHII ucnone3oBanu peTpoBUpPYCHBIN
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BEKTOp Kak Mepenarlnii areHT. TpaHcreHHble renaTouuThl ObUI COOpaHbl U BBEICHBI
MAlMEHTKE Yepe3 KaTeTep B BOPOTHYIO BEHY (YTOOBI KIETKU JOCTUIIIN NeueHH). Yepes
HECKOJIBKO MECSIEB MpPU OMOICUM NMEYEHU OOHAPYKWIM, YTO B HEKOTOPBIX KIETKax
¢yuxumonupyer HoBbIM reH. Conepxkanue JIITHII B kpoBu ymano nHa 15-30%.
VYyuiienue cocTosiHUs 00JBHOM MO3BOJIMIO MPOBOIUTD JIEYEHUE TOJBKO JIEKAPCTBAMM,
CHIKAIOIIMMH YPOBEHB XOJECTEPUHA.

I'enorepanus nH@peKUMOHHBIX 00/1e3HEe.

A) AHTHCEHCBI - 3TO OJUTOHYKJIEOTH/BI, OJIOKHpYIOIIME cHenupuiyeckue
oOnacTu reHoma MHQeEKTa, TeM caMbiM Osokupyetcst cnnocoonocts MPHK uHbekra k
TPAHCISALMM M PAa3MHOXKEHHIO B KJIETKAaX OpraHu3Ma Xo3siuHa jaubo obOpasyercs
TPUILIETHAS CIIUPab, MPENATCTBYIOMAsA fanbHeimen Tpanckpuniuu MPHK undekra.

b) T'eHernueckasi BakUMHA - D3TO HOBBIM KJAacC AHTUMHUKPOOHBIX
reHoTepaneBTUYeCKuX MnpemnapaToB. ['enetnueckas BakuumHa npu BUY-1 noswimaer
ycTroiiunBocTh T-TMM(OLUTOB K BUPYCY.

I'enorepanus omyxoJiei.

Psan omyxoneil Bbi3piBaeTcs Bupycamu. Ilostomy 3zmech ObUIM MCIIOJIB30BAHBI
HOJXOAbI U METOJbl T€HOTEpAaui NH(EKIHMOHHBIX 3a00seBanuil. Ilpu renHol Tepanuu
3JIOKQY€CTBEHHBIX HOBOOOpa30BaHMN HEOOXOAMMO OOCCIEYUTh CEICKTHBHOCTD,
CHEeLM(PUUHOCTD, YyBCTBUTEIBHOCTh U 0€30M1aCHOCTh IEPEHOCA TE€HOB.

CrpaTeruss reHOTepanuy paka: MOBBIIMIEHHME UMMYHOI€HHOCTH OIYXOJIM IIyTEM
BCTaBKM  LUTOKHHOBBIX TI€HOB, TI€HOB, KOJAUPYIOIIUX TIJIABHBIA  KOMIUIEKC
TMCTOCOBMECTUMOCTH,  JIUM(OLUTAPHBIX  JIMTAHAOB;  HampaBlieHHass  JIOCTaBKa
(BEKTOPHPOBAaHUE) OIYXOJEBUIHBIX LIMTOKMHOB B KIETKH, KOTOpPbIE B Ipelaesax
ONyXOJHU  pPEATU3yloT TOKcuueckue dPdexTsl (Hampumep, B  JTUMQOLUTHL,
UHOUWIBTPYIOIINE OITYXOJIH); UCIIOJIb30BAaHUE ornyxosecrnenupuaecKux
MPOJICKApPCTBEHHBIX AKTHBATOPOB, T.€. BCTaBKa (PEPMEHTATHUBHO TMPOJIEKAPCTBEHHO-
AKTUBHMPYIOLIMX T'€HOB, CIMBAIOUIUXCS C MPOMOTOPHBIMH CHCTEMAMH, KOTOpPbBIE
peanusyroTcsi yepe3 auddepeHnanbHo KOHTPOIupyeMyo (omyxosecnenupuieckyro)

TPAHCKPUIIMIO; BBEJACHUE MApKUPYIOLUIUX I'€HOB, KOTOPbIE 00ECIEUNUBAIOT BBISIBIICHHE
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OCTaBJICHHBIX TIOCJE OINEpalMd WU Pa3pacTAlOUINXCsS OMyXOJieH; HCKYCCTBEHHAs
penpeccusi GYHKIIUNA TE€HOB MyTEM BCTaBKH TEHOB, KOIUPYIOMUX KOMILJIEMEHTAPHYIO
(antucmeicioByto) MPHK penpeccupyemoro reHa (OHKOTEHBI, I'€HBI JIEKapCTBEHHOM
PE3UCTEHTHOCTH ).

IMeroTCsl TOMBITKH TEHOTEPAIMHM  OIMYXOJIEH TyTeM BBEICHUS B KICTKH
pE3eMPOBAHHON OIyXOJM TEHOB HMHTEpJCHKMHA-2 WM (aKTopa HEKpo3a OITYXOJIH.
Jlamee 3TW KIETKM BBOJAT TMOAKOXKHO B oOnacte Oenpa. YUepes 3 Henm. ynmamisior
perHoHapHbIA JUMQOY3esl (71 MeCTa BBEJCHHS CMECH TPAHCTCHHBIX OIYXOJICBBIX
ki1eTok). KynbruBupytor T-muMQONHTHI, BBIICICHHBIC M3 3TOTO y3jJa M Pa3MHOXKAIOT
TUMGOIUTEI U3 onyXoiu (omyxoidbuHmIbTpUpytomue). [lanmueHTy BBOAST OOIIYIO
Maccy JUM@OITUTOB, YTO 00€CIIeYnBaeT HMMYHHYIO PEAKIIMIO Ha OIYXOJICBBIC KJICTKH.
Tak yeuynau OOJBHBIX 3JIOKAYSCTBEHHOH MEIAaHOMOM, PaKOM ITOYKH, 3aIlyIICHHBIM
paKkoM pa3HbIX OPTaHOB.

I'enoTrepanus B TpaHCIIAHTOMOTMH. PenieHue reHoTepaneBTUYECKUX mpoodeM
B TPAaHCIUIAHTOJIOTMM  HAmNpaBIIeHO Ha  co3fgaHue J(P(GEeKTHUBHBIX  METOJIOB,
NPEeIyNpesKIA0NIMX PA3BUTHE OCTPOrO M XPOHUUECKOTO BOCIHAJIEHUS M OTTOPKEHUE
TpaHCIUIAHTAaTa C TOMOIIBIO psAna TeHOB. [lepcreKkTHBHOE HANpPaBICHHE TEHHOU
TEpanuy - TPAHCIUIAHTAIMS TKAHEW M KOCTHOTO Mo3ra. ['eHbl BBOJAMMBIX CTBOJIOBBIX
KJIETOK aKTUBH3UPYIOT TUDPEPEHIIMPOBKY KOCTHOMO3TOBBIX KIETOK - JIMM(OIIUTOB,
MOHOIIMUTOB, TIOJMHYKJIEAPOB, JOPUTPOOIACTOB  (JIEYCHUE HMMYHOJC(HUIIUTHBIX
COCTOSIHUH, TeMmorioOuHomatuu, Oone3nu [omie), TpaHCIUIaHTalMs TeNaTOLUTOB
(meyenne  (QEeHWIKETOHYpPUH,  TUNEpXojiecTepuHeMuu,  jaedunura  anbda-1-
aHTUTPUIICUHA), Tepecaaka kieTok Jlanrepranca (JedyeHHe OBEHWIHHOU (HOPMBI
caxapHoro nuabera).

PereneparopHasi MeIuIuHA.

Hcnonp3oBaHue KIETOK, BBIICIEHHBIX W3 PAa3HBIX OPraHOB W TKaHEH, s

JICYCHHsI HACTEACTBEHHBIX 3a00J€BaHWUN TOMYyYMJIO Ha3BaHWE pPETreHEepPaTOPHOMN

MCANIIUHBI. B neit JABa HAIIpaBJICHUA: KJIICTOYHAA N TKaAaHCBAA TCPpallvid, NI MHKCHCPUA.
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Kiierounas repanus.

Kinerounas Ttepanusi CTpOMTCS Ha OCHOBE HMHXKEHEpPUH, NpelycMaTpHUBaroUIei
BBEJICHUE B KJIETKY WM yJaJeHUe U3 Hee KOHKPETHOro reHa. M3BecTHbI ABa moaxonaa
M0 JOCTaBKE T'€HA B KIETKY: BUPYCHbIE U HEBUPYCHBIE BEKTOPHI; MPEIBAPUTEIHHOE
BbIICJICHHE KJIETOK (IuMGOouuThl, (uOpoOIacTbl, CTBOJOBBIE KJIETKH), B KOTOPbIE
BBOJUTCS HEoOXoauMbIil reH. Ilociae 3TOro KieTkd HapalluMBaroTCs, TECTUPYIOTCA U
MOCTAaBIIAIOTCS MAaLUEHTY 00paTHO. [ TaBHBIMU UHCTPYMEHTAMU KJIETOYHOW MH)KEHEpUU
ABJISIOTCS ICHAPUTHBIC KIETKU U CTBOJIOBBIE KIJIETKHU.

JleHApUTHBIE KJIETKH YYacTBYIOT B OINpEJEICHUH HANpPaBICHHOCTH MUMMYHHBIX
peakuuii (MOAYJIUPYIOT HMX) MpPU ONYXOJdSX, AyTOUMMYHHBIX U WH(EKIMOHHBIX
3a00JIeBaHUSX.

Oco0EHHOCTH HMMMYHOTEpANHK OHKOJIOTMYECKUX 3a00JIeBaHUN C MOMOIIBIO
JIEHAPUTHBIX KJIETOK: TMepBas OCOOEHHOCTh - JCHAPUTHBIE KIETKH CIIOCOOHBI
MUTPHUPOBaTh 4Y€pe3 TKaHU M NPOHUKATH B OIyXOJb, TJ€ 3aXBaTbIBAIOT OIYyXOJb-
crenu(pUUecKre aHTUTEHBI, MIEPEBAPUBAIOT UX U PEIKCIPECCUPYIOT IS 3P PEKTUBHON
MHAYKLIUU KJIETOYHO-ONOCPEIOBAHHOTO MMMYHHOI'O OTBETa; BTOpask OCOOEHHOCTh -
JEHIPUTHBIE KIETKH, IPUMEHSIOTCA JUUIsl TEPallui HEKYpaOeIbHbIX OOJbHBIX, UMEIOLINX
MHOKECTBEHHBIE METACTa3bl U HE MOJAOIIUXCS JICUEHUIO TPAAULIMOHHBIMU METOIAMM.

CrBO/10BBIE KJIeTKH. M3BECTHBI /1Ba THIIA CTBOJIOBBIX KJIETOK: SMOpPHOHAIbHBIE
u comatuueckue. M Te, U Apyrue MMET KaKk NPEUMMYILIECTBA, TaK U HEIOCTaTKU. B
MOCJIEAHUE TOJbl OONBIINE HAAEKIbl CBSI3aHBI CO CTBOJIOBBIMU T'€MOINOATHYECKUMU
KJIETKaMHU, KOTOpBIE HCIIOJNB3YIOTCS B KauecTBe KieTok-muiieHeid B 40% ciyyaes
KJICTOYHOW Tepamuu Ha OCHOBE CTBOJIOBBIX KIJIETOK, MOO 3TH KIETKHU CIIOCOOHBI K
CaMONOJEP/KaHNIO, YTO CHUYKAET PUCK NTMMHUHALMU T'€HA, BBEAECHHOIO C UX OMOIIBIO.
OnpeneneHHble HAJEXKAbl CBSI3aHbI C JPYrOM Pa3HOBHIHOCTBIO CTBOJIOBBIX KIIETOK -
MHUOOJIacTaMU: UMU MPEIOIaraeTcs JIeUYUTh HacIeICTBEHHbIE MUOATHH.

TxaneBasi MH;KeHepHS.
TkaHeBass WHXEHEPHUS SBISIETCS OCHOBHBIM HHCTPYMEHTOM 3K30T€HHOIO

yIpaBJeHUs MOJICKYISIPHBIMU MPOLECCAMU B pa3HbIX TKaHsIX. Pa3paboTka U BHEIpEHUE
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€€ METOJIOB CTaJld HEOOXOJUMBIMU JJIi MMOHMMAHUSA TOHKHUX MEXaHM3MOB KJIETOYHOMN
¢ depeHurpoBKY, TPOAU(PEpPALUU U MUTPALIUH, A TaKke (PYHKIMOHUPOBAHUS TKAHEH.

[Ipu co3ganny HOBBIX MH)KCHEPHBIX TKAaHEH MPUMEHSIETCSI MHOXKECTBO TIOIXO/I0B:

IlepBolii moaxoa - mepecagka KOMIOHEHTOB KOXKHM TPH JICUCHUH OXKOTOB WU
BBEJICHNE KOKHBIX HKBHBAJICHTOB, BOCCTAHABIMBAIOIINX SMHUTEINATBHO-CTPOMATbHBIC
ne(deKTbl C TOMOUIbI0 KYJbTUBUPOBAHHBIX (PHOpPOOIACTOB JAEpMBbI, pACTyIIMX B
TPEXMEPHOM KOJIJIAT€HOBOM TeJle.

Bropoii moaxoa - 5TO WMIUTAHTAlUs KJIETOK, COJAEPKAIIUX MOJEKYIbl U
OenmkoBbie (DaKTOPHI, HMHAYNHPYIOIIWE pEMapauio WId pereHepanuio QyHKIUH
MOBPEXKJIEHHOW TKaHW, HalpUMep, H00aBJICHHE CTUMYJSTOPOB POCTa KOCTHOW TKaHU
npu 0O0JIE3HSIX MIEPUOIOHTA B CTOMATOJIOTHUH.,

Tpernii moaxox - 3TO WCMOIB30BAaHUE BHYTPEHHETO IOTCHIMANa TKAHEU U
OPTaHOB /ISl BOCCTAHOBJICHUS MTOBPEKICHHBIX (DYHKIIHH.

YeTBepThlil MOAX0 - KYJIBTUBUPOBAHMSI KIETOK HA MUKPOHOCHUTEISAX, C LIEIBIO
onTuMu3aluu (MOAU(UKALMK) TEXHOJOTMU BBIPAILMBAHUSA KIETOK M YBEIMUYEHUS
CPOKOB >KM3HHM TpaHCIUIaHTaTa (MHXEHEpHOW TkaHM). K MHUKpOHOCUTENSIM OTHOCSTCS
KOJIJIar€HOBBIE MUKPOC(EPHI, TOBEPXHOCTH IMJICHOK Pa3HOI0 OMOXMMHUYECKOTO COCTaBa,
nepecaxBaeMble Ha MOBPEKICHHbIE YYACTKU KOXH.

Cnenyer OTMETUTh, 4YTO CaMbIM JOCTYNHBIM KJIETOYHBIM CyOCTpaTOM Jiis
YeJloBeKa oKasajiach Oorarasi OenKkamMu Ijia3Ma KpOBH, HAIIPUMED aAre3uBHBIN CyOCcTpaT
u3 TpomMOWHa W (UOpPUHOTEHAa, CTAOWIM3WPOBAHHBIA TMPOTEA3HBIM WHTUOUTOPOM -
alpPOTUHHUHOM.

HaHoTexHO10rMH, HAHOOMOTEXHOJIOTUM U HAHOM eI HA.

HanoTtexHonoru onepupyroT HaHOOOBEKTaMU (MeMOpaHBI, KUAKHE KPUCTAJLIBL,
JUIMOCOMBI, MULICJUIIPHBIE CUCTEMBI U MUKPOAMYJIbCHH, HAHOKOMIIO3UTHI, HAHOTPYOKH,
MOPUCTBIE  MaTepuanbl, TOHKWE  IUIEHKHU,  yJAbTPATUCHEPCHBIE  MOPOILIKH).
Hano6mOTeXHOIOTHN MO3BOJIAIOT MOHATH MaJible KOMIOHEHTHI KUBOTO U HEKHUBOTO U
OLICHUTh WX BAXHYIO POJb B (PYHKIMOHUPOBAHUHU KIETKH opranm3ma. Ha ocHOBe

HAaHOOMOTEXHOJIOT UM CTPCMHUTCIIBbHO PAa3BUBACTCA HAHOMCAWIIMHA.
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HanomeaumuHna - myTh mepexo/a K MEIUIIMHE CYOMOJICKYJISIPHOW, aTOMHOU U
cy0aTOMHOM, T.e. MeauuuHE OyAyIIero, CBSI3aHHOM C BHEJIPEHUEM B MPAKTUKY
HAaHOOMOTEXHOJIOTUM, pa3paldaTbiBaeMbIX C 1eibl0 3()PEKTUBHONW JAMATHOCTUKUA U
JIEUeHUs HACIEICTBEHHBIX M HEHACIEACTBEHHBIX Oojie3Hel yenoBeka. Vcmoab3oBaHue
ATOMHO-CHJIOBBIX, ONTHKO-OMOCEHCOPHBIX, HAHOMPOBOJHBIX METOJIOB JHATHOCTHUKU H
HAHOCTPYKTYpP C TEPaneBTUYCCKUM JEHCTBHEM, CIIOCOOHBIX BBIMTOJHATH CIOKHEUIITHE
MUKpOOIIepaIlii B KJIETKaX W TKAHAX: OT OOHAPYXCHHsSI U MOHUTOPHUHTA IOBEICHUS
NaTOJIOTUYECKUX TEeHOB (MHKPOOPTAaHM3MOB) 1O UWX YHUYTOXKEHHUSA, a TaKKe
BOCCTAHOBJICHUS HACIJICJICTBEHHOTO MaTepuajga TOBPEKICHHBIX KICTOK W TKaHCH,
oOecrieueHUsT HEOOXOAUMBIMHM BEIIECTBAMU WM TPHJIAHUS UM psga JIPyrux (YHKIIHM,
MO3BOJIAT 3HAYMTEIBHO MOBBICHTH YYyBCTBUTEIBHOCTh, COKPATHTh BPEMs JHATHOCTHKU
3aboneBanuil U 3G (PEKTBHO JEYUTh HACIICICTBEHHBIC 3a00JICBAHNUS.

B HacTosmee BpeMs pa3palaThIBalOTCS HAHOOWOTCXHOJIOTHH, CBS3aHHBIC C
HaHOMEIUIIMHOM.

*HAHO/IMATHOCTUKYMBbI WJIM HAHOOMOCEHCOPHI B TUaTHOCTHUKE;

*MOJICKYJIIPHBIE  HAHOMOJYIPOBOJHBIE W  HAHOMOPOBBIC  JICTEKTOPHl B

JTUATHOCTHUKE, CYETYMKHA MOJIEKYJ U CUKBEHC-aHanu3aTopel JJHK;

*HAHOYACTUIBl - KOHTEUHEpPHI JMJISI JIOCTaBKU JEKAPCTB M HAHOYACTULIBI -
JIEKapCTBa;
*CUHTETUYECKU I T€HOM Ha OCHOBE MOJIEKYJIbI JJHK KakK

CaMOBOCIIPOU3BOISIIIECUCS CUCTEMBI;

*HAHOTEXHOJIOTUHU B PETE€HEPATUBHON MEIUIMHE;

*MEIUIIMHCKUE HAHOPOOOTHI, HUMUTHPYIOITHE (HYHKIIUUA PA3HBIX KIETOK.

HanonmarHoctTukymMbl W HaHoOOMoOceHCOpbl. OJHUM U3 MEPCIEKTUBHBIX
MOAXOJ0B CTajJ0 CO3JaHHE HAHOCEHCOPOB, CIIOCOOHBIX PabOTATh B JKUBOM OpraHU3ME.
Hanpumep, Obu1 cO3/1aH OTEYECTBEHHBIM MUKPOCEHCOP ISl OMPEACIICHUS] COAEPKAHUS
[JIFOKO3bl M MHCYJIMHA B KPOBU (UUI pa3zMepamMu 5-8 MM, BXKUBJISIEMbIN B TEJIO Mal[UEHTa
U PEruCTPUPYIOUIUMN  YypOBEHb TJIIOKO3bI B KPOBH IyTEM MpeoOpa3oBaHUs

OMOXMMHMYECKON peakiluu B JIEKTPUUECKU curHail). B mociieiHre roibl Ha €ro OCHOBE
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pa3paboTaH NPUHUMIIMAIBHO HOBBIA THUIl UMIUIAHTUPYEMOTO MOJ KOXY MHKpPOCEHCOpa
st (DOTOMETPUYECKOTO KOHTPOJS YPOBHS TIJIIOKO3bl Ha OCHOBE YIJIEPOJHBIX
HAaHOTPYOOK, HMEIOIMMX creurduueckoe (QuyopecleHTHOe NOoKpbITHE. Takoi
HAaHOMHKPOCEHCOP HE TOJIBKO KOHTPOJUPYET, HO U ONTUMHU3UPYET YPOBHU TIIFOKO3BI U
MHCYJIMHA B KPOBH.

MoJiekyasipHble HaHOAEeTeKTOpbI. B mocieaHue roabl BO3pOCIO YHCIO padoT
[0 aHAJM3y MOJIEKYJ C MOMOUIBIO aTOMHO-CHJIOBOM MHUKPOCKONHMU M CKaHUPYIOLIEH
TYHHEJIbHOH MHUKpPOCKONUWHU. bbulM mojyudeHbl u300paxkeHusi: MeMmOpaHHOro Oenka
mutoxpoma P4502B4, BcrpoenHoro B (dochonunuaHblii  OMCION  MeMOpaHbl;
BOJIOPACTBOPUMBIX OEIKOB M HMX KOMIUIEKCOB Jii MUMMYHOTJI00YJIMHOB, (heppUTHHA,
dochopunazel U GochopINMPOTEHHKNHA3BI; KOMIUIEKCOB aHTUTEH-AaHTUTENIO JIJIst
JTUArHOCTUKU UH(EKIIMOHHBIX OOJIE3HEN, paka U CepAeUHO-COCYAUCTHIX 3a00JIEBaHHM.

HaHoyacTuubl Kak JAMATHOCTHKYMBI M JieKapcTBa. B monexkyisipHOU
MEIUIIMHE  HUCIOJI3YIOTCS ~ HaHOMAaTepHalibl,  ToBbIMAOIMe  3(HPEKTUBHOCTD
UMEIOIINXCS JIEKAPCTBEHHBIX IPENapaToB, MO3BOJMBILNE CO34aTh HOBBIE JIEKApCTBA -
dy/IepeHsl, MpeICTaBIsIOmIe Cco60i  amtotpomHyo  (dopmy yriaepoma CP ¢
OJIMHAKOBOM JIJTMHON TBOWHBIX U OJWHAPHBIX OCH30IBHBIX CBs3el. [IpuueM ¢ynmepeHb
CIIOCOOHBI ~ TIPEOJIOJIEBaTh  reMaTodHIedamuyeckuii  6apbep, YTO  IMO3BOJISIET
UCIIONIB30BaTh MX JUIA JICUGHHS HeWpojaereHepatuBHOW Ooisie3nn [lapkuHcoHAa.
Cunre3npoBanbl  (Py/ulepeHbl ¢ BBIPAKEHHBIMH aHTUBUPYCHBIMH  CBOWCTBaMH,
VTHETAIOIIMMH ~ PEIUITMKALIMI0O BUpyca TpUINAa Ha [OBEPXHOCTHBIX pelenTopax
KJIETOUYHBIX MeMOpaH. Takke oTMedeHa aHTUBHPYCHAs aKTUBHOCThH (DYJUIEpEHOB M UX
MPOU3BOAHBIX B oTHOIEHM BUY.

[TonyyeHbl KOHBIOTaTbl HAHOYACTHI] 30JI0Ta C AHTUTEIAaMU MPOTUB peLenTopa
aHTUJAEpMalbHOTO (hakTOpa pocTa (MCMOIB3YIOTCS ISl TUArHOCTHKH paka): OHU He
COEIMHSAIOTCS C HOPMAJIBHBIMU KJIETKAMH, HO COCIMHSIOTCS C KJIETKAMH OITYyXOJIH.

Pazpabotanbl HaHOYACTHIBI M HAHOKANCYJbl Ha OCHOBE KPEMHHUS - OHHU
NPUMEHSIOTCA I OpaxuTepanuu HeonepalOenbHOro paka nedeHu. llpu 3Tom

paspymicHUC OIIYXOJICBBIX KJIICTOK IIPOHUCXOAUT 3a CUCT I[GflCTBHH Ha HHUX
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pamroaxtiBHOro docdopa P B HaHOKAICYIAX.

HanouyacTunbl Kak TPAHCHOPTHBIE CHCTEMBbI [JIi JOCTABKH JIEKAPCTB.
JlexapcTBa, CHaOXKEHHbIE CHUCTEMaMM JOCTABKH, HETOKCHYHBI, OUOJETPaAUpPyEeMbl, HE
BBI3BIBAIOT AJUIEPTUYECKUX PEAKIMi, MUMEIOT BBICOKOE CPOJICTBO K OHOJIOTHYECKUM
MeMOpaHaM. OTO KOJUIOMJHBIE WHEPTHBIE TPAHCHOPTHBIE CHUCTEMBL. B  wMupe
pa3pab0OTaHO  MHOXECTBO  CEPTU(PUIMPOBAHHBIX  HAHOCHUCTEM JUIS  JIOCTABKH
IPOTUBOOITYXOJIEBBIX ~ MpENapaTtoB, CHAOXKEHHBIX  (ocPoaunuaHor  CUCTEMOU
TpaHcropTa (MHUIICIIBI, JIUTIOCOMBI) - aAHAMWIIMH, BUHKPUCTHH, JayHOMHUIIUH,
JIOKCOPYOUIIMH, TPETUOHUH, KAaKJIUTIOKauH, TAMOKCU(EH, IMKIOCTIOPUH U JIp.

MeaunuHcKkue HAHOPOOOTHI. B  MoONeKkynspHOW MeEIUIIMHE TOSBUIUCH
BO3MOKHOCTU  TIPUMCHEHHS  TCHOXUPYPTrUH, KOTOpask  MOCTENEHHO  CMEHUT
reHorepanuto. CyTh TEHOXUPYPrMHU 3aKJIKOYAETCsI B TOM, YTO C TOMOIIBIO
KOHTPOJIUPYEMOTO BpauoM HaHOPOOOTa (HampuMmep, «JIa3epHOro CKAaJbIIENs») B
O0O0NbHOM KJIETKE OYyJeT BBIACICH M YHaJeH MYTaHTHBIM T'€H U BMECTO Hero Oyner
BCTaBJICH HOPMAJIbHBIN T'EH.

B campiX ONTUMHCTHYECKHMX TPOrHO3aX 3apyOekHble HAHOMEIUIIMHCKUE
TEXHOJIOTH TPEJIONaralT, YTO YK€ B OJIDKallue 1Ba NECATUIICTHS MEIUIMHCKUE
HAHOPOOOTHI CTAHYT 00s3aTEIHHBIM UCTPYMEHTOM OCHAIIEHUs BpaueOHOr0 KaOHHeTa.

Takum o00pa3oM, »dpa OSTHOTPOIHON TEpamuHM YeJOBEKa YK€ Haudajach,
OTIpEJICIICHBI TPUHITUIIBI U METOAMYECKHE TTOIX0/IbI, OTOOpaHbI O0JIE3HU, TOTCHITUAIHHO
nojJieXxamye 3ToMy JedeHuto. Paborta mpomomkaercs OJHOBPEMEHHO B Pa3HBIX
CTpaHax M B Pa3JIMYHBIX HAMPABICHUAX. YK€ OYEBUJIHO, YTO ITUOTPOIIHAS TEpPAUs, a B
YaCTHOCTHU T€HOTepanusi Oy/eT MPUMEHSITHCS IJIs JICUEHUSI HE TOJIBKO HACIICICTBEHHBIX
00Je3Hel, HO M 3JI0KAY€CTBEHHBIX OMyXO0JIeH M XPOHUUECKUX BUPYCHBIX MH(EKITHIA.

[TATOT'EHETUYECKASA TEPAIINA

[latoreneTuueckasi Tepanusi HampaBlieHa Ha YyCTpPAaHEHUE WU OJOKUPOBaHUE
MEXaHMW3MOB HacJeACTBEHHOM Oone3nu. OHa BO3JEHCTBYeT Ha OOMEH BEIIECTB B
OpraHu3Me€ U TPOBOJUTCA MYTEM KOPPEKUHH TOPMOHAIBHBIX M METa00JIMYECKUX

HapyllIeHUH, CBS3aHHBIX C M3MEHEHUSMHU KOHIEHTpauuu U (PYHKIHMOHHUPOBAHUS
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YTIIM3UPYEMBIX B KJIETKaX W TKAHAX CYOCTPAaTOB M WX METAa0OJIUTOB, SIBISIIONTUXCS
OCIIKOBBIMA ¥ HEOEIKOBBIMH TPOIYKTAMH OKCIPECCHU TATOJOTUYECKHX TEHOB.
[TaToreHeTnueckas Teparus 3aBUCHUT OT:

*IIyTH YTHJIM3AIIUHU CyOCcTpaTa - 3TO BO3JIeHCTBHE HA MyTh, IO KOTOPOMY CyOcTpaT
BBOJUTCS W3BHE (HampuMmep, ¢ MUIIEH), WIM Ha MyTh CHHTE3a cyOcTpaTa B camMoM
OpraHu3Me;

enedunUTa TPOAYKTOB MeTabonu3Ma cyOctparta; Hampumep, nupu HWBO
KOppEKIMs MyTeH yTWIM3aIuu CcyOcTpara M €ro MeTabOJIMTOB 3aBHCHT OT TOTO,
SIBJISFOTCSL JIM CHMIITOMBI 3a00JICBaHMS CJICICTBUEM HAKOIUICHUS METa0O0JUYCCKOTO
NPOJYKTa - TPEAIISCTBEHHHKAa METa0OJMYECKOro OJI0Ka, WJIM OHHU TIOSBIISIOTCS B
pe3ynbrare JTeunuTa KOHEYHOTO META0OJINICCKOTO IPOYKTA.

MeToabl NATOreHETUYECKOU Tepanuu.

1) /lueTtoTepamusi C OrpaHUYCHHEM WM MPEKpAIlCHUEM TOCTYIUICHUS B
OpraHu3M MpOAYKTa, METab0JIM3M KOTOPOr0 HapyllIeH B pe3ylibrare nedekra Oenka-
depMenTa (muerorepanus npu QGpeHUIKeToHypuu (rmuma 0O0e3 QeHwrTallaHuHa), TpU
TUPO3UHEMHUH (KOppeKuus ¢(EeHWIATaHMHOM W TUPO3MHOM) U T.1.). Hckirouenwue
yKa3aHHBIX MPEIIIECTBEHHUKOB M3 IMHINEBOrO palMoHa JaeT BbIPAKEHHBIN
MOJIOKUTEIBHBIN JieueOHbI 3 dekt. [lo3uTuBHBIN pe3ynbTaT MOAOOHOTO JICUCHUS
MOJIYYEH U TIPH IPYTUX HACJIEICTBEHHBIX O0JIE3HAX OOMEHa .

HacnencrBennsie MeTaboInYeCKue pacCTPONUCTBA, TPEOYIONTHE UCKITIOUEHUS U3

panuoHa IMpCAMNCCTBCHHUKOB TOKCHICCHKX METa0O0IUTOB.

Merabonudeckue paccTpoiicTBa Hcknrouaemblie IIULLEBbIC
KOMITOHEHTHI

DEHWIKETOHYPUS OeHWITATaHUH

I'oMommcTunypus MeTrnoHMH, TOMOLIMCTUH

bose3np «KIE€HOBOTO CHUpOITIa JIeluH, n301eMIIMH, BaJIuH
MeTtunmanoHoBas, NponuoHoBas | M3oneliuH, METHOHUH, TPEOHUH, BAJIMH
aluaeMus

[N'unepnunonporenaemus 1- u 2-ro XomectepuH
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TUIIOB
N3oBanepranoBas anuaemMus Jlennun
lNanakrozemus ["anakTo3a (MOJIOYHBIE TPOAYKTHI)
Hemnaxus I'nyren
ITonarpa IlypuHsl
bonesns Pedcyma duTtaHoBas KUCIOTA
I'emoxpomaTo3 Keneso
bonesnp Bunbcona-KonoBanosa Menp

2) Ycrpanenue MeTa00M4ecKoro 0J10ka U BbIBe/IeHHE HAKAIJIMBAIOLIET OCS
cyocTpaTa 4yepe3 00X0HbIe MeTA00IMYECKHEe MYTH, C TOMOIIBIO:

sliprieéMa JICKAPCTB - HAMpUMeEp, JUISI CTUMYJISIIIMA (DEPMEHTOB JbIXaTEIbHBIX
1erne MUTOXOHJPUN TIPU MHUTOXOHAPHAIBHBIX OOJIE3HSIX HA3HAYAIOT JICKAPCTBEHHBIE
npenapatel, coaepxamue ¢umioxuHoH (Butamuubl K; u Ks), gHTapHyto kucnory,
pubodnaBun, HUKOTUHAMU, BUTaMUHBI C 1 E; 3TH npenapaTsl SBISIOTCS JOHOPAMU U
aKILETITOPaMH 3JIEKTPOHOB, 00€CTIEUNBAIOIINX aHTUOKCUIAHTHBIN 3P (EKT B KIIeTKaxX U
TKAHSX OpraHu3Ma;

*BBEZICHUS KO(PEpMEHTOB (BUTAMHHOB), HampUMep, MPH METHUIMAIOHOBOM
anuAeMUN Ha3HadaeTrca KoOamamuH (BuUTaMMH Bjy); mOpu TOMOIMCTUHYpUU U
NUPUAOKCUH3aBUCUMBIX  CyJoporax -  NOUPUAOKCHMH  (BUTamMuH  Bg); mpu
HEJI0OCTaTOYHOCTH OMOTHMHA3bl - OMOTHH; MPHU aTakCUU ¢ AehUuuTOoM BUTamMuHa E -
BuTaMuH E; npu BuTaMuH-/[-pE3UCTEHTHOM paxuTe - BUTaMHUH B; mnpu cucremMHOU
HEJIOCTATOYHOCTU KapHUTHUHA - L-KapHUTHH;

*BBEJICHUSI YMCTOTO (PEpPMEHTA B KJICTKU-MHIICHU; 3TO Hanbonee 3¢ (eKTUBHBIN
CIocOo0 MaTOTEHETUYECKON TepaIuu, HO TPH €r0 MPUMEHEHHUH CJIETYyeT COO0IaTh Pl
YCIIOBUH (CTEPUIBHOCTh 1 HEUMMYHOTEHHOCTh BBOJUMBIX (P€PMEHTOB, HEOOXOIUMOCTh
MPEOJIOJICHUST UMMYHHOUM 3alIUThl OpraHU3Ma, TOYHAs J0CTaBKa ()epMEHTa B KIIETKY-
muiieHb). [lpumepsl: wunAykuus QenodbapOutasioM (EPMEHTHBIX CHUCTEM IpHU
cunapomax JKunnbepa u Kpurnepa-Haiisipa, 3amectutenbHas (pepmMeHTHas Tepamnus

npu Oonesnsix Ilomne, ®abpu, Mykomojucaxapuao3ax, BHUCLEpaIbHBIX (Qopmax
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JTU30COMHBIX Oose3Hneit 0e3 mopaxenust [[HC, mpumenenue 1mepe3uma npu 00JI€3HU
I'ome.

3) IlopaBieHue aKTUBHOCTH (epMeHTOB, Hampumep, 0Opu NOPPUPUH,
COIMPOBOXK/IAIOIIENCS BHICOKOM aKTUBHOCTHbIO aMUHOJICBYJIEHAT-CUHTETA3bl, HA3HAYAIOT
reMaTHH, KOTOpbIM MHrubupyer nercteue »toro ¢epmenta. Iupoko npumeHsercs
MHAYKOUS ~ aKTUBHOCTH  TJIOKypoHWiITpaHchepassl  (enobapOutasom  mpu
reMOJIMTUYECKOM 00€3HN HOBOPOKICHHBIX, AJUIOMYPUHOJIA JJI1 CHUXKEHUSI aKTUBHOCTH
KCAaHTUHOKCHJIa3bl - (PEPMEHTA, KATAJIU3UPYIOLIErO0 CHUHTE3 MOYEBON KHUCIOTHI MpHU
noJiarpe UjiM MOYEKHUCIOM JuaTe3e.

4) Crumyasiuusi BbIBeleHMsl cyOcTpara, IpenapatamMu, CBA3bIBAIOIIMMU
NPOAYKT BBIBEJACHHS U JACNIAIOIMIMMH €ro HETOKCUYHBIM, a caM MPOAYKT BBIBOJIUTCS
yepe3 MOYKU WIH HKeNyJA0YHO-KUIIeUHbIH TpakT (mpu 6osie3nn Bunbcona-KonoBanosa,
YCIICIIHO TpuMeHseTca J[-MeHUIMIaMuH, coaepkKaluid Cyab(OrupuibHbIE TPYIIIIHI,
oOpa3yrolue KOMIUIEKCHl C TSDKEIBIMU MeETalJlaMHd, B TOM 4YHCJE MEJblo, MpHU
OpraHUYECKUX AlUAYpUAX - IpUMEHEHUE L-kapHuTHHa).

5) 3amecTuTe/IbHAS Tepanus.

- BO3MeleHHe HeA0CTAKIero cydcrpara - npu BpPOXICHHOM THIOTHPEO3E
paHHee Ha3HAuYC€HHE THUPOKCHHA MPEIOTBpAIlaeT pa3BUTHE OO0JIE3HHU, IPH BPOKICHHOMN
TUIOIUIA3UA  KOPbl ~ HAANOYEYHUKOB  3aMECTUTENIbHAsl TEpamusi CTEPOUIHBIMU
rOpMOHaMHU, Ipu TUNIO(GU3apHOM HaHU3ME - TOPMOHOM pOCTa U JIp.

- BO3MeLIeHHMe HeAoCTaumero (gepMeHTa - BBEICHHE aJICHO3WH/E3aAMUHA3bI
npu HWMMYyHOAehUIIUTE, IEepaMUAraIakTo3uaassl (1epesum) npu Oone3Hu [orre,
cyibdaTazpl - TpU METaxpoMaTHUECKOH JeHkoaucTpoduu, anpaypasuma Ipu
MyKoOnoJiucaxapuo3e 1-ro tuma u sanpassl OpU MYKONOJHCAXapuao3e 2-ro THMNA U
ap. Mcnonas3yroTes aHaJIOrM 4eI0BEYECKUX 3H3MMOB, IOJYYEHHbBIE C MCIOJIb30BAaHUEM
texHosoruii pexomOuHantHbiX JIHK. IlpemapaTel BBOASTCA IIMTENBHO MPU TOUYHO
MOJATBEPKACHHOM JIUAarHO3e.

- no0aBieHue KodakTopa - IUCTATUOHUHYPHUS, MPU KOTOPOU JeueOHOoe

HeﬁCTBHe MNPpUHAAJIC)KUT BHTAMUHY BG, MCTWJIMAJIOHOBAA auuaAypusa - BBCIACHHIO
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BUTamMuHa By, (koOalaMuHa); TOPMOHOB - BKJIIOUEHHE TOPMOHOB IIIMTOBUIHOM KEIE3bI

IIPU BPOXKJACHHOM TMIOTHPE03€, MHCYJIMHA - MIPU CaXapHOM JuadeTe, KOpTu3oia - Mpu

aJIpEHOTECHUTAILHOM ~CHHJpOME; O€NKOB, HalpuMep, IaMMa-IJIoOyJIHHA

npu

TUIIOTaMMa-TJIO0yJIMHEMUH, aHTUTeMO(PUIBHOTO TJI00yIuHA TIpU TeMODUIINY; IUHKA -

IIPH SHTCPOIMIATUYICCKOM aKpOACPMATHUTE U AP.

HacnencrBennsie 600sie3HM OOMEHA BEIIECTB, TPU KOTOPBIX OTMEUEH JIeUeOHBIH

B(b(beKT OT AOMMOJHUTCIIBHOT'O HA3HAYCHUA BUTAMHWHOB 1 KO(baKTOpOB.

HacnencrBeHnnbie 001e3Hu 0OMeHa BCIICCTB

BuramMuab!

HI/IpI/IIIOKCI/IHSaBI/ICI/IMBIC: aHCMUs, CydOpOTrv, ACPMATUTHI,
TFOMOIIUCTUHYPUA, HUCTATUOHYPHUSA, HAPYIICHHC obMeHa

Tpuntodana

Bs (mupugokcuH)

bone3ns XapTHana

HuxkoTtnHOBas KHuciIoTa

TuamMuH3aBUCHUMBIEC: aHCMUA, alunjao3,

TurcpaIaHnHCMUA

B; (Tnamun)

ManpabcopOmust  (GoJMeBON KHUCIOTHI, HEIOCTATOYHOCTD

bpykTo30-1,6-hochoauscrepasnl

donmeBast KMCIIOTa

AOGeTanunonpoTenIeMus, MyKOIOJINCaXapua03bl

Buramuna A

Cunapom ManbabcopOoIuu

Butamunst A,J[,E.K

buoruH3aBUCHUMEBIE: IMpOIMMOHAIMUACMUS, TTIMIUHYPHA

buornn

['unepTupo3nHEeMus, AIKANTOHYPHUSI, IUCTUHO3

Burtamuu C

Butamun J[-pe3ucteHTHBIA paxuT, cuHApoMm Jloy,

Butamun /|

LHUCTUHO3
['umotpomOuHEeMuSI Butamun K
['unepokcanos [Inpunokcun

[N'unepnunonporennemus, TUI 2

HukxoTuHoBag kuciora

6) N30mparesbHass MHAYKUHUS CHHTe3a OXHMX (PepPMEHTOB M INOJaBJIeHHE

CHHTe3a JApYrux ¢epMeHTOB TpPUMEHSIETCS [Js Tepanuu MOAarphl,

Korjaa

UHIYIUPYETCS] CUHTE3 TUIOKCAHTHUH-TyaHUH-(pochopudo3unTpanchepassl U, HAOOOPOT,

noaasisiercs cuHTe3 Gocdo-pudozmnnupodocdara.
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7) 3ameieHHe MOBPEKACHHBIX KJICTOK U TKAHeH

. nepeiauBaHue  KpoBu - npu Oonesnun  ®abpu, remoduinm,
TreMOTJIOOMHOIIATHSAX,

. nepecajka moyek - Mpu MoJIUKUCTO3€ MOYEK Y B3pOCbIX U Oose3nu dadpw,

. TpaHCIUIAaHTALlUsI OPTraHOB U KJIETOK (coaepxkamux HopMmaibhyto J[HK) -

TpaHCIUIAHTALUA BUJIOYKOBOW >kKene3bl mnpu cunHapoMe Ju Jhxopmxu (amnazus
BMJIOYKOBOM JKelie3bl M MapallMTOBUAHBIX Kene3), npu cuHiapome Hesenoda
(mopaxxenue T-KJIETOK); KOCTHOIO MO3Ta Nnpu cuHapoMe Buckorra - Onapuya (Tsxenoe
KOMOMHUPOBAHHOE MMMYHOJAE(PUIIMTHOE COCTOSIHUE); celie3eHKU Mpu Oose3nu ['omre;
nedyeHu npu Oone3nn Bunbcona - Konosanosa, Humanna - [luka; mouku npu 6osie3Hu
®abpwu, nuctuHo3e, 601e3Hu ['omie, ceMeHOM MOJMKUCTO3€E, aMUIIOUIO03E.

8) Xwupypruueckoe JjiedeHue OOJbHBIX C HACJICJACTBEHHOW M BPOXKICHHON
NaToJIOTHEH - KOppeKuwus, ynaineHue, TpaHciuiantamus. [llyHTupoBanue (M3MEHEHUE
OyTH TATOJOTHYECKOTO TMpeBpalleHHus CcyOCcTpaTOB MATOJOTMYECKHX  PEaKIIHil)
npoBoaUTCs npu riMkoreHo3ax | u Il TumoB - aHacTOMO3 MeX1y BOPOTHOW UM HUKHEN
M0JIOM BeHaMU (YacTh TJIFOKO3bI TIOCIIE BCACHIBAHMSI B KUIIIEYHUKE OOXOJIUT MEYEHb U HE
OTKJIaJIbIBATHCSL B HEW B BUJIE TIIMKOTE€HA). AHAIOTMYHBINA 00XOMHON MyTh MPUMEHSAETCS
npu ceMeHoil rumnepxonecrepuHemMun (tum lla) - anactomo3 Mexay Toumed u
NOJAB3JIOIIHOM  KMIIKaMu  (CHIDKEHME  BcachlBaHUsA  xosectepuHa).  llupoko
UCIIOIb3YETCSI XUPYPTrUUECKOE YHAlIeHUE MOBPEKIACHHBIX TKaHEW (KOJIOAKTOMHS MPH
CEMEHHOM aJICHOMATO3HOM TOJIUI03¢ KUIIEYHUKA, CIUICHIKTOMHUS TIpU cheporuTapHon
aHeMuw,  ynaimenue  ¢ubOpom  mpu  HeilpopuOpomaroze  PexnumHrayseHa).
PekoHCTpyKTHUBHAST XUPYpPrusl yJaydilaeT KadeCTBO JKU3HHU OONBHBIX C BPOXKICHHBIMHU
MOpOKaMu cep/a, Mpu He3apallleHUH BepXHel ryObl U T.1.

9) BuyrpuyTpoOHas Tepanuss u xupyprus. [Ipumensiercs nis npoBeIeHUS
JIEKApPCTBEHHON WJIM XUPYPrUUECKON KOPPKUMU B XOJ€ WHBA3UBHBIX MNPOLEAYp MpPH
MpEeHATaJIbHOM JUAarHOCTUKE (JIeKOMIIpeccus mpu rujpoHedpo3e u ruapoiedanuu,

BHYTPUYTPOOHas Teparnusi TeMOJIUTUYECKON 00JI€3HU HOBOPOKICHHBIX U 1. ).
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CUMIITOMATHUYECKAA TEPAITMA

CumnrTomaTuyeckass Tepamnus I[IHUPOKO TMpPUMEHseTCs npu Bcex (dopmax
naroyioruu yenoBeka. OHa HalpaBiieHa Ha 00JIETYeHHE COCTOSIHUS OOJIbHOTO, CHIDKCHUE
TEMIa MPOTPECCUPOBAHUS U TSHKECTH TEUCHHUS TMATOJOTMYECKOro Mpollecca,
MPEIOTBPAILICHUE PA3BUTHS OCII0KHEHHUIA.

JUist cUMITOMaTUYECKON Tepanmuu oO0IIeil MaToJoruu OOBIYHO HCIOJIb3YIOTCS
JIGKapCTBEHHBIE  TIpEnapaThl,  JIOKAIbHBIE  XUPYPrUYECKHE  BMEIIATEIbCTBA,
bu3HOTEpaNeBTUUECKUE METO/IBI.

[Ipyu HacneaCTBEHHOW MATOJIOTMM TPOBOAUTCA JIEKAPCTBEHHAs  Tepamnus
(YHKIIMOHAIBHBIX HAPYIICHWH pa3HBIX OPraHOB M CHUCTEM OpraHU3Ma, ICHUXOJIOrO-
nejarornyeckasl KOppPeKius MaToJIOTUU TOBEICHUS, HHTSIUICKTyaJIbHOTO JehUIINTa U
YMCTBEHHOUW oOTcTanoctu. Hampumep, mpu OpoHXHATBLHONW acTME U MYKOBHUCIIUI03€
HA3HAYAIOTCS OPOHXOJIMTHUKA M JIbIXaTelbHAs THUMHACTHKA, YJIYUYIIAIOIIUE JIETOYHOE
IbIXaHUE; MPU TPOTPECCUPYIOUIUX MBIIMICUYHBIX JUCTPOGUAX M MHUTOXOHIPHATBHBIX
OONEe3HAX - TpenapaTrhl, yIAy4YIIAIONIMEe TKAHEBOE [IbIXaHHWE, TPH CKEJIETHBIX
JTUCIUTIA3UsX, MUOTIATUSIX U MYKOIIOJIHCaXapua03ax - JIEKTpodope3 JeKapCTB, IPI3EBbIE
anIuUIMKaluu W JApyrue (QU3MOTeparneBTUYECKUE MPOLENYpPbl; TPH BPOKIECHHBIX
aHOMAJIUAX Pa3BUTH, AehOpMAIHIX CYCTaBOB M KOHEYHOCTEH, MOTOPHO-CEHCOPHBIX
HeHponaTUsX U MyKOIOJIUCaXapHua03ax - XUpypruueckass KOppeKIusl.

HoBoe namnpasienue - ¢eranbHasi MeIMIUHA U IMOPUOHAJIbHASL XUPYPIrus -
OTIEpUPOBAHUE €IIe HE POAMBIIETO MIIaJieHNa (AuadparMaabHbIe TPBIKH, KHUCTHI,
OOCTPYKTHBHBIEC YPOIIATUHU U JP.).

Pa3pabateiBatoTcs METOBI KOHCEPBATUBHOM MPEHATAIBHON TEPATTHH.

EcTb NONOXWUTENBHBIA ONBIT JICYEHUS] METHUIMAJIOHOBOW AaUHUAYpUH BO
BHYTPUYTPOOHOM TiepuojAe OOJbIIMMHM J03aMU BHUTaMUHA Bjy, HeI0CTaTOUYHOCTH
KapOOKCHIIa3bl - OMOTHHOM, BPOXKIECHHOW HETOCTATOYHOCTH 21-TUAPOKCHIA3BI - MPHU
HCTOJIb30BAaHUN KOPTHUKOCTEPOUAOB (co 2-To Tpumectpa OepemeHHocTH). K sTOH

rpynimnc TepanCBTHYCCKUX BMCIIATCILBCTB MOXXHO OTHCCTH M HCIIOJIb30BAHUC OHCTHI C
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HU3KUM cojiepkaHueM (eHUIaJaHuHa y OEpEeMEHHBIX XEHIWH, T€TEPO3UTOTHBIX IO
reHy (PeHUJIKETOHYPHUH.

deTajbHas MeIUIMHA CIIOCOOCTBYET HE TOJBKO TEPANEBTUUECKON KOPPEKIIMU
BBISIBJICHHBIX HapyIICHWH y IUIOJa BO BHYTPUYTPOOHOM IE€pUOAE, HO M IMOMOTaeT
ONTUMU3UPOBATH JICUeOHbIE MEPOIIPUSATHS B TOCTHATATILHOM MIEPUOJIE.

BeagymuMm HampaBieHHEM [ESTEIbHOCTH MEIUKO-TEHETUYECKUX YUPEKACHUM
SABJSIETCS MPEAYNPEXKIACHUE BO3ZHUKHOBEHUSI M  pacOpacTPaHECHUs] TE€HETUYECKHU
00YCJIOBJICHHBIX COCTOSIHMM B cemMbe U oOmiectBe. Ha 3To HampaBieHbI OCHOBHBIE
OpraHu3anuoHHble (GopMbl NPOPWIAKTHKH: JIMATHOCTUKA TE€TEPO3UTOTHOTO
HOCHUTEJILCTBA; MIpeHATaIbHas JUArHOCTHKA U BHYTPUYTPOOHAS KOPPEKIUS MaTOJOTHH
J10/1a; MPEKJIMHUYECKas (MPECUMITOMATAYECKasl) TUarHOCTUKA; MEIMKO-TEHETUYECKOE
KOHCYJIbTUPOBAHWE, PpaHHSAS  [OCTHATajbHAs  JMArHOCTUKAa  (MACHTH(UKAIKS)
HACJICJICTBEHHBIX OOJIe3HEN, TMOJAIOMINXCS JICUCHHIO; JUCIIAHCEPHU3alMs CeMeu ¢
HACJICJICTBEHHOM MMAaTOJIOTHEH; KOHTPOJIb MyTareHHOCTH (DAKTOPOB OKPY’KAIOIIEH CpeIbI
U TUTHEHWYECKas perjaMmeHTarus (nmpoduiakTHKa HOBBIX MYTalluil); IpomnaraHjia
MEJIMKO-TeHETUUYECKUX 3HAHUH.

JleueHue HacneaCTBEHHBIX OOJIE3HEH - HeOObIYaiiHO TpyJHAs 3ajada, HE BCETa
s pekTHBHO perniaeMasi, HO, HECMOTpPSI Ha 3TO, Tepamnus J0JDKHA OBITh IMOCTOSSHHOW U
HacToiunBOoW. HeoOxoawmmo aKTMBHO pa3BHUBaTh METOJBI TE€HHOW  Teparuw,
TpaHCIUIAHTAIIMI0 OPTaHOB M TKaHEH, (papMaKoTeparuio, METObI 10 BOCCTAHOBIICHHIO
HOPMaJIbHOTO TroMeocTa3za. HecToMKOCTh M HeqoCTaTOYHAs BBIPAKEHHOCTH d(PheKToB
TepalMd HE O3HAYAIT OTKa3a OT €€ MOCTOSHHOIO IMPOBEICHUS HE TOJBKO C

KJIUHUYECKOM TOUKHU 3pCHU:A, HO U 11O JCOHTOJIOTHICCKUM COO6pa)I(CHH$IM.
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TECTOBBIE 3AJAHUA

Bri6epute oguH BapyaHT OTBETA.

1. JUISI HACJIEJICTBEHHOM ITATOJIOI M XAPAKTEPHO

1)  TOAMOPraHHOCTH MOPAKEHUS, PE3UCTCHTHOCTh K TePaIiu
2)  0CTpoe TeYCHUE

3)  OmarompHsTHBIN HCX0[] 3a00JICBaHUS

4)  OTCYTCTBHE XPOHM3AIIUU MpoIiecca

2. OCHOBA I'EHETUYECKOI'O ITOJINMMOP®M3MA YEJIOBEUECTBA

1)  MyTareHHas U3MEHYMBOCTH

2)  MoaubuKalUOHHAS U3MEHUHBOCTh
3) KOMOMHATUBHAS U3MEHUYHUBOCTD

4)  ecTeCTBEHHBI 0TOOP

3. MOP®OJIOTMYECKUIT CYBCTPAT 'EHA

1)  Genok
2)  xpoMocoma
3)  TpHUIUIET HYKJICOTHIOB

4)  yuactok JJHK

4. HAVBOJIEE YYBCTBUTEJIbHBIN TEPATOI'EHHBIN ITEPUO]]

1)  panHmit QeranbHBINA

2)  SMOpHOHAIBHBIN

3)  no3mHui (eTaNbHBIHI

4)  mepuoxa oOpa3oBaHUS I'AMETHI

5. METOJI COCTABJIEHUS U AHAJIM3A POJIOCJIOBHOM BIIEPBBIE BbIJI
I[MTPEJIOXEH:

1)  ®. l'agpTOHOM;
2) T. Moprasnowm;
3) TI'.Mengenem;
4)  H. boukoBbIM.

6. HACJIEACTBEHHBIE BOJIE3HU XAPAKTEPU3YIOTCA
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MOJIMOPTaHHOCTHIO TOPAXKEHUSI, PE3UCTEHTHOCTBIO K TePauu
OCTpPBIM T€UEHUEM

0JIarONpUSATHBIM UCXOJ0M 3a00JI€BaHUS

OTCYTCTBMEM XPOHU3ALMH MpoIiecca

7. TIPUSHAK HACJIEJICTBEHHOU ITATOJIOT 1

1)
2)
3)
4)

BOBJICYUEHHOCTH B MATOJIOIMYECKUH POLECC HECKOJIBKUX OPraHOB U CUCTEM
MaHu(pecTalus, CTporo OInpeesieHHas BO BpEMEHU

BOBJICUEHHOCTH B MATOJIOTMYECKUI IPOLIECC BCEX WIEHOB CEMbU
BOJIHOOOpAa3HOE TEUYEHUE

8. BTOPOIl DTAIl TIOCTAHOBKU JIMATHO3A HACJIEJICTBEHHBIX

1)
2)

3)
4)

BOJIE3HEM

o011ee KIMHUYECKOE 00ClIeIOBaHUE

CICIUAbHBIC METOJbI MEIUIIMHCKOW TEHETHKH (KJIMHUKO-T€HEaJOTHYeCKUN,
IUTOTCHETUICCKU I, MOJICKYJIIPHO-TEHETUYSCKHUIA H JIP.)

yJIBTPa3ByKOBOE MCCJICOBAHNE BHYTPEHHUX OPTaHOB

aJIEKTpoKapauorpadus

9. CUHJAPOMOJIOTMYECKUI1 AHAJIN3

1)
2)

3)
4)

aHaJIM3 TCHOTHUIIA OOJBLHOTO C IICJIbI0 YCTAHOBJICHUS JUArHO3a

00001IeHHbIN aHaMN3 BceX (DEHOTHUMUYECKUX IMPOSBICHUM C IEJIbIO BBISBICHUS
YCTOWYMBOTO COUCTAHHUS MPU3HAKOB JJI YCTAaHOBJICHHS TMarH03a

aHaJIM3 Pe3yJbTaTOB MapaKIMHUYECKUX METOIOB MCCIICIOBAaHUS

IUArHOCTHKA 3a00JIEBaHUS HA OCHOBE aHAMHECTHYECKHAX JTaHHBIX

10. YTBEPXJAEHME, XAPAKTEPHOE JIAA HACJIEACTBEHHOI'O CUHAPOMA

1)
2)

3)
4)

JUTSI MUaTHOCTHKYU CUHAPOMA HEOOXOIMMO HAJIMYUE BCEX TJIABHBIX MMPU3HAKOB
CTUTMbI JIM33MOPHOreHe3a YKa3blBAlOT HAa AaHOMAJIMHM PAa3BUTHUS BHYTPEHHUX
OpraHoB

IIOYTH BCETAA CUHJIPOMBI JUArHOCTUPYIOTCA Cpa3y MOCIE POXKACHUS

BCE CUHIPOMBI UMEIOT XapaKTePHbIE CTUTMbI IU33MOPHOreHe3a

11. JUIA ITPOBEJAEHUA HUTOI'EHETUYECKOI'O AHAJIM3A UCITOJIb3YIOTCA

1)
2)
3)
4)

KJIETKH KOCTHOT'O MO3Ta

KJIETKU TIEYEHU

auMdouuTsl iepudepudeckoil KpoBu
OuonTaT CEMEHHHKA



12. TIOKA3AHUMA JJIA ITPOBEAEHWA BUOXUMHNYECKUX TECTOB

1)
2)
3)
4)

YMCTBCHHAA OTCTAJIOCTDh, BPOKIACHHBIC IIOPOKU PA3BUTHUA OPraHOB U CUCTEM
IMPHUBBIYHOC HCBLIHAIIIMBAHWC 6CpeMeHHOCTI/I

KaTapakKTa, renaToCrjicCHoMErainsa, OTCTaBaHUC B Pa3BUTHU

HAapyHoICHHUC MOBCACHM, I/IM6€I_[I/IJ'IBHOCTB, HEOOBIYHBIH 3aax MOYHU

13. JIA KIIMHUKO-I'EHEAJIOTMYECKOI'O METOJJA XAPAKTEPHO

1)
2)
3)
4)

14.

1)
2)
3)
4)

15.

1)
2)
3)
4)

COCTAaBJICHHC pOI[OCJ'IOBHOfI C IoCJICAYTIOIIUM O6CJICI[OB3,HI/ICM Hp06aHI[a
COCTABJICHUC POJOCIIOBHBIX
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IMPOCJICIKUBAHUC TICPCAAYN TPU3HAKOB CpCAU POACTBCHHUKOB OJHOT'O ITOKOJICHHA
IMPOCJICIKUBAHUC TICPCAAYN TPU3HAKOB CpCaAU POACTBCHHUKOB B DALY MOKOJICHUM

BPOXXJIEHHBIN ITOPOK PA3BUTUS TO

IIOJINO3
caHJaJIEeBUHAS 11IEIIb
TUTIEPTEIIOPU3M
AKTOIHUS OpraHa

CJIEJICTBUEM TEPATOT'EHHOI'O BO3JIEUCTBUS MOXET BbITh

pacuienuHa ryob/Hé0a
cunapoMm Mapdana
CUPEHOMEITHUS
reMouIus

. BPOXXJIEHHBIU ITOPOK PA3SBUTHS

BBIXOJMT 32 Tpe/IeIbl HOPMAJIbHBIX BapUalllii U HapyaeT GyHKIIUIO OpTraHa
HE BBIXOJMT 32 Mpe/ebl HOPMBI U HE HapyIIaeT (QyHKIIUIO OpraHa

BBIXOJUT 32 TIPEJIeTIbl HOPMBI, HO HE HapymIaeT (PyHKIMIO OpraHa

HE BBIXOJHT 3a Mpe/Iebl HOPMBI, HO HapymIaeT (PyHKIMIO opraHa

. CTUI'MA IN35MBPUOI'EHE3A

BBIXOJWT 32 TIPEIeTbl HOPMBI, HO HE HapymIaeT (DyHKIMIO OpraHa
BBIXOJWT 32 TPEe/IeTbl HOPMAJIBHBIX BapUallMi U HapymaeT G yHKIUIO OpTaHa
BBIXOJIUT 3a Mpeiesibl HOPMbI, HO HE HapyIIaeT (yHKIUIO OpraHa
HE BBIXOJIMT 3a Mpeebl HOPMbI, HO HapylIaeT (yHKIMIO OpraHa

18. BO3JEUCTBUE TEPATOTEHHOI'O D®®EKTA 3ABUCHUT OT
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1)  recranMOHHOrO BO3pPACTa ILIOJA MPHU TEPATOTCHHOM BO3/ICHCTBUU
2)  mona peOeHKa

3)  B3aWMOJCUCTBUE C APYrUMH (HaKTOpaMH

4)  TeHeTHYECKOW MpeaApaclooKeHHOCTH IJI0/1a

19. CUHAPOM HAYHA MOXET COITPOBOXIATHCA [IOPOKAMU PA3BUTUA

1)  co cTopoHsI cepaeuHo-cocyaucToi cucteMsl (JIMXKII, OAII)
2)  BpOXJIEHHAas KOHTPAKTypa CYyCTaBOB

3)  KOHCKas CToIa

4)  KypuaBbI€ BOJIOCHI

20. HET XPOMOCOMHbBIX AHOMAJIMI V )KUBOPOXXJIEHHBIX

1)  TpucOMHUU MO ayTOCOMaM

2)  TPUCOMHH IO TIOJOBBIM XPOMOCOMaM
3)  MOHOCOMHH IO ayTOCOMaM

4)  MOHOCOMHS MO X-XPOMOCOME

21. TOPMOHAJIBHAS TEPAIIVA ITPUMEHAETCA

1)  npu curapome Jlexxena

2)  npu cunapome [laray

3)  npu cunapome Kiaiingenasrepa
4)  upu cuHapome DaBapaca

22. OCHOBHBIE KIIMHUYECKMUE ITPOABJIEHNA CUH/IPOMA JIEXXEHA

1)  1wra4, MOXOXKWH HAa KPUK KOIIKH, HU3Kas Macca Teja MPH POXKICHUU, YMCTBECHHAsI
OTCTaJIOCTh, MUKpOIEe(Dansi, MHOKECTBEHHBIE CTUTMBI TU39MOpHUOTEeHE3a

2)  MuKkporedanus, MEKpOQTAIbMHUS, paclieuHa TyObl W/win HeOa, BPOXKICHHBIN
nopok cepana (JAMXII, IMIIII, koapktaiyst aopThl)

3)  MbIOIeYHAas TUNOTOHHMS, TUIIOTOHATU3M, aKPOMHKPHsS, MHUKpOIC(aIHs, BHICOKOES
apKOBUJHOE He00, Kapuec, MHKPOJOHTHS, THUIIOIUIa3usl YIIeH, CKOJIHO3,
CUHIAKTUIIHS

4)  MOHTOJIOWIHBIA paspe3 TIJa3, HU3KUH pocT, Opaxuredanus, OpaxuIaKTHIHSL,
Opaxumenwsi, MaKpOTJIOCCHS, BPOXKJICHHBIE TTIOPOKU CepaIa

23. TTIPUBHAKU AYTOCOMHO-AOMHNHAHTHOI'O HACJIEJJOBAHUA

1) BEPTUKAJIbHBIN TUIT HACICIOBAHUS
2) CLEIJICHHBIN ¢ X-XpOMOCOMOM
3) MPOSIBJISIETCS HE B KAXKJIOM IMMOKOJICHUH

4) 0O0JICIOT Yale MaTbYUKHU
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24. U1 CHUHAPOMA MAPO®AHA XAPAKTEPHO

1)  rUnepMOOHMIBHOCTD, THIIEPYIPYTOCTh KOKU U BBIPAKCHHASI XPYIKOCTh TKaHEH
2)  BBICOKHU POCT, apaXHOJAKTWIINS, TIOJBBIBUX XPYCTAIUKA M aHEBPU3MAa A0PThHI
3) reMaTypusi, HEUpOCEHCOPHAs TYTOYXOCTb, IEPEAHUN JICHTUKOHYC

4)  HH3KHUH POCT, OpaxuIaKTUIINS, HABUCAIOUIHH J100

25. OPUTPOLUTEI ITPU AHEMUM MMHKOBCKOI'O- HIOODAPA

1)  cdeponutsl
2)  ceprnoBuaHas Gopma
3)  munoBuaHas popma
4) MaKpOITUTHI

26. J1JIs1 HECOBEPIIEHHOI'O OCTEOI'EHE3A XAPAKTEPHO

1)  CKJIOHHOCTBH K TepeioMaM JIMHHBIX TPYOYaThIX KOCTEH, pedep M KJIFOUMI[ IPH
MUHUMAJIBLHOUW TpaBMe, ToJIyOble CKIICPHI

2)  TOBBIINIEHHAs PACTSHKUMOCTB KOXH, Ype3MepHas TOJBIKHOCTh CYCTaBOB,
nedpopMaIy rpyAHON KISTKU ¥ MIO3BOHOYHWKA U NITO3 BHYTPEHHUX OPraHOB

3)  wavonaTHuyecKuil GUOPO3UPYIOIINI ATbBEOTUT

4)  mATHA 1O THUIY «KO(he ¢ MOJIOKOM»

27. U1 AYTOCOMHO-IOMHWHAHTHOI'O HACJIEJOBAHUA XAPAKTEPHO

1)  cremieHue ¢ MOJIOBBIMH XPOMOCOMAaMHU

2)  TpHU3HAK BCTpEYaeTCs B KAKIOM TOKOJICHUH; MPHU3HAK BCTpedyaeTcs y JAeTel, y
KOTOPBIX OJIUH U3 POAUTEIICH UMEET U3y4aeMbIil NIPU3HAK;

3)  TposBIIETCS HE B KXKIOM MOKOJICHHUH

4)  OoJEIOT Yale MaJbYUKH

28. TUATHOCTUYECKUE KPUTEPUU CUHJAPOMA JIYU-BAPPA

1)  yvameHue cTyna, noymdeKaus, CTeaTopes; yBeInIeHUE OKPY)KHOCTH KHBOTa Ha
(dboHE CHIDKEHUS MacChl Tena; TUucTpodust

2)  peIkoe HacleJACTBEHHOE 3a00JIeBaHUE, CBI3aHHOE C HAPYIICHHEM MeTaboIm3Ma U
HAKOIUICHHEM MEJH B OPTaHax M TKaHAX, nopaxeHuem neuenn u [[HC

3)  MOKEUKOBas AaTaKCHsl, TEIICAHTMIKTa3UM KOXH W KOHBIOHKTHBBI TJia3,
HEJI0OCTATOYHOCTH T-KJIETOYHOTO 3B€HAa MMMYHHUTETA

4)  XpoHHUYECKHE OpOHXOJKTa3bl, IPABOCTOPOHHEE pACIOJOKEHUE  Cep/la,
XPOHUYECKUE CHHYCHUTHI
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29. U1 CHHAPOMA KAPTAI'EHEPA XAPAKTEPHO

1)
2)

3)

4)

pPEUUANBUPYIOIINE  XPOHMYECKHME  NHEBMOHUH,  HapylleHHEe  (YyHKUUHU
MOKEITYTOYHOM JKeJe3bl, MalibaOCcopOIusi, OOMIbHBIN 3JIOBOHHBIN CTYJI

rpyOble YepThl JHIa, KUPOCKOINO03, AePopMalius IPyAUHbI, HU3KUH POCT, TOPOK
KJIalIaHOB Cep/Illa, YMCTBEHHAs! OTCTAIOCTh

3a/iepKKa MCUXOMOTOPHOTO M (PU3MYECKOTO Pa3BUTHs, YMCTBEHHAs! OTCTAJIOCTh,
cyxasi K0>Ka, MaKpOTrjOCCHsI, XPUILIBIM TOJI0C, JOMKHUE, CyXHU€ BOJIOCHI, XOJIOIHbIE
KHUCTHU U CTOIIbI, 3aMI0PbI, MbILLIEYHAs TUIIOTOHUS

XpOHUYECKHE  OpOHXOZKTa3bl, MPABOCTOPOHHEE  PACIOJIOKEHUE  CEepAlla,
XPOHUYECKUE CUHYCHUTHI

30. AJIA X-CHEIUIEHHOI'O-PELIECCHUBHOI'O TUITA XAPAKTEPHO

1)

2)

3)

4)

TsDKEJasl TaToJIOTHs, IPU3HAK MPOSBIAECTCS TOJBKO B TOMO3UTOTHOM COCTOSIHUH,
yepe3 MOKOoJIeHUE, ¢ OOJBIION YacCTOTON y CHOCOB MpoOaH1a, pOIUTENN OOIBHOTO
pebeHka (PeHOTUMMYECKU 3/I0POBBI, HO SIBIISIFOTCS T€TEPO3UTOTHBIMUA HOCUTEISIMU
MYTaHTHOTO I'eHa

KEHIITUHA SIBISCTCS TETEPO3UTOTHBIM HOCHUTENEM; OOJICIOT TOJIBKO MYXKUYWHBI;
OONbHBIE MY)KUMHBI TEpEJaloT MAaTOJOTUYECKU TEeH CBOMM J0YepsiM U He
NEepeaaroT ChIHOBBSAM; 3IOPOBBIE MY)XUYMHBI HE IMEpPENaroT IaTOJIOTHYECKUN
IPU3HAK TOTOMCTBY

NPU3HAK BCTPEUYAETCA B Ka)KJOM IOKOJIEHUU; MPU3HAK BCTPEYAETCS y NETEH, y
KOTOPBIX OJWH W3 POJIMUTENIE HUMEET U3y4aeMbld MpPU3HAK; MYXYUHBI U
KEHIIMHBI C U3YYa€MbIM MPU3HAKOM BCTPEYAIOTCA C OJJMHAKOBOM 4acTOTOU

JIMI] MY>KCKOTO T10J1a, MAaTOJIOTHYeCKUe MyTalluy, 3aTparuBaroniue GopMUpoBaHue
CEMEHHHUKOB WJIM CIEPMATOTrCHE3, HACIEAOBATHCS HE MOTYT, TaKU€ WHIWUBU]IBI
CTEPUIIbHBI

31. JJIA BUTAMUH J-PEBUCTEHTHOI'O PAXUTA XAPAKTEPHO

1)

2)

3)

reMaToMbl Ha BOJIOCUCTOM YacTH TOJIOBbI, BHYTPUYEPEIHBIE KPOBOUBIUSIHUS,
KPOBOTIOATEKH Ha 70y, KOHEYHOCTSAX, JECHEBBIE KpPOBOTCYCHHS, U3
NPUKYIIEHHOTO SI3bIKA, MEXMBIIICYHbIE T€MaTOMbl Ha SITOJMIAX, JJIUTEIbHBIC
KPOBOTEUYEHUS MOCTIE BaKIIUHALIMU

KJIIMHUKA TPOSIBIsieTCS B Bo3pacte 1-2 Jer, 3a7ep:kKKa pocTa, MPU3EMHUCTOCTD,
BapycHble JAedopMalUd HOT, «yTHHas» IMOXOAKA, BBIPAKEHHbIM OOJIEBOM
CUHJIPOM B KOCTAX U MBbIIIAX, TUMOIJIa3usi SMald MOCTOSIHHBIX 3YyOOB,
UHTEJUIEKT HE MOPaXeH

3HAUYMUTENIbHAS 33JIepKKA MOTOPHOTO U PEUEBOTO Pa3BUTHUS PeOCHKA, MBbIIICUYHAS
TUNIOTOHMS, TEHEPAIM30BAHHbIC TUIMEPKUHE3bl, CHACTUYECKHI THIPETOHYC B
HOTaX, KOTHUTUBHBIE HAPYIICHUS



4)

176

3aJICPKKa IICUXOMOTOPHOTIO U (1)I/I3I/I‘-I€CKOFO pasBuTHUA, YMCTBCHHAA OTCTAJIOCTD,
CyXxas KOXa, MaKpOrjloCCus:, XpPIHJ'IBIIZ rojaoc, JJOMKHUC, CYXHUEC BOJIOCHI, XOJIOJHBLIC
KHCTHU U CTOIIbI, 3allOPbI, MBIIIICYHAsA T'MIIOTOHHWA

32. JIsI TEMOOUIIMU XAPAKTEPHO

1)

2)

3)

4)

3aJICPKKa IICUXOMOTOPHOI'O U (1)I/I3I/I‘I€CKOFO pasBuUuTHUA, YMCTBCHHAA OTCTAJIOCTD,
CcyXxas KOXa, MaKpOrjoCCus, XpHHJIBIfI rojocC, JOMKHUEC, CYXHUEC BOJIOCHI, XOJIOJHBLIC
KHCTH U CTOIIbI, 3aII0PbI, MBIIICYHAA THIIOTOHUSA

KIIMHUKA TIPOABILCTCA B BO3PACTC 1-2 JICT, 3aACpPKKa pOCTa, MPU3CMHUCTOCTD,
BAapYCHBIC I[e(l)OpMaI_II/II/I HOT', «YyTHHas]» II0XOIKa, BBIpa)I(eHHBIﬁ 0oeBoM
CUHAPOM B KOCTAX W MbIIIIAX, THIOIUIA3UA OSMaAJIM IMOCTOAHHBIX 3y60B,
HWHTCJIJICKT HC IMOPAXKCH

SHAYUTCIIbHAA 3aACPKKa MOTOPHOI'O U PCUCBOI'O pa3BUTHUA pe6eHKa, MBIIICYHAasA
TUIIOTOHUsA, TCHCPAIMN30BAHHBIC THUIICPKUHC3LI, CHACTHYECKUM TUIIPECTOHYC B
HOTraX, KOTHUTHBHbBIC HAPYIICHUA

reMaToMbl Ha BOJOCHUCTOM 4YacTH I'OJIOBBI, BHYTPHUUYCPCIIHBIC KPOBOU3JINAHMHA,
KpOBOIIOATCKHU Ha Jl6y, KOHCYHOCTIX, JCCHCBBIC KpPpOBOTCYCHUA, n3
IMPUKYIICHHOI'O A3bIKd, MCKMBINICYHBIC T'CMATOMBI Ha ATroJAWNAX, IJIUTCIbHBIC
KpOBOTCUCHUS ITOCJIC BAKIIMHAIIUH

33. KJIMHUKA CHUHJIPOMA JIEIIA-HAMXAHA

1)

2)

3)

4)

3a/iepKKa MCUXOMOTOPHOTO M (PU3MYECKOTO Pa3BUTHs, YMCTBEHHAs! OTCTAJIOCTh,
cyxas KOKa, MaKpOIJIOCCHSI, XPUIUIBIM T0JIOC, JIOMKUE, CYXUE BOJIOCHI, XOJIOHbIE
KHCTH U CTOIIbI, 3alI0PbI, MBIIIEYHAS] THIIOTOHUS

KJIIMHUKA TPOSIBISETCS B Bo3pacte 1-2 Jier, 3aiep:KKa pocTa, MPU3EMHUCTOCTD,
BapycHble jAedopMalMi HOT, «yTHHas» TOXOJKA, BBIPAXKEHHBIN O0O0JEBOI
CUHAPOM B KOCTSX M MBIIIIAX, TUIMOIUIA3Usi S5Malld TOCTOSHHBIX 3YyOOB,
UHTEJUIEKT HE MOPaXeH

3HAUYMUTENIbHAS 33/Iep’KKa MOTOPHOTO U PEUYEBOTO Pa3BUTHSI PEOCHKA, MBIIICYHAS
TUIIOTOHUS, T€HEPAIN30BaHHbIE TUMEPKUHE3bl, CHACTUYECKUIl THIPETOHYC B
HOT'aX, KOTHUTHUBHBIE HAPYIICHUS

reMaToMbl Ha BOJIOCUCTOM YacTH TOJIOBbI, BHYTPUYEPEIHBIE KPOBOUBIUSIHUS,
KPOBOMOATEKH Ha J0y, KOHEUHOCTAX, JECHEBbIE KpPOBOTEUCHHUS, U3
OPUKYIIEHHOTO SI3bIKA, MEXMBIIICYHbIE T'eMaTOMbl Ha STOAMIAX, IJIUTEIbHbBIE
KPOBOTEUEHUS MOCTIE BaKIIMHALINU

34. K V-CHEIUIEHHBIM TUITOM HACJIEJOBAHUA OTHOCUTCA

cungpom broxa-Cynbidoeprepa
CUHJIPOM TECTUKYISIPHOUN (heMUHU3AINU
MYyKCKOe Oecruioaue

cunapoM Konpanu-XioHepmaHa



35.

1)
2)
3)
4)

36.
1)

2)

3)

4)

37.

1)
2)
3)
4)

38.
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OTHOJIOI'A HAPYIIEHWA OBMEHA AMNHOKHUCJIOT

WHBEPCHUH

B3aMMOJICHCTBUE CPEAOBBIX U T€HETUYECKUX (PAKTOPOB
AHEYTUIOUTHS

TOYEYHAsI TCHHAsI MyTallUs

JTNATHOCTUYECKHUE KPUTEPUU TUPO3MHEMNU

Hayayno Oosie3Hu - 1-if rox >KW3HU: pBOTA, aUapes, ACTHApaTalus, 3aJepiKKa
bU3UYECKOro pa3BUTHUS, THUNOTPO(DUS, JHUXOPAJIKa, MBIINICUHAs] TUIIOTOHUS,
cenuduyeckuii "KamyCcTHBIA" 3amax Teja, KeiaTyxa, TenaTOMEraius WId
renaToCIIEHOMET NN, aCLIUT, OTEKH, MEJIEHA

cnaboymue, CyIOpPOKHBI CHUHIPOM, KOa U BOJIOCHI CBETJIbIE, BCIIEJCTBUE
HEJO0CTAaTKa TUPO3WHA, SIBISIIONIETOCS YacThblo OOMEHa HEHpOMeIuaTopoB
(KaTeXx0JIAMHUHOB U CEPOTOHHMHA), U MEJIAHMHA

MPOSIBIIIETCS B CTApIlIEM BO3PAcCTET, MATOJOTHS CYCTaBOB KOHEUHOCTEH U
MO3BOHOYHUKA W OKpAIIMBAHUEM XPSIIEBbIX TKAaHEH, CKIEp, CIU3UCTHIX
000JI04€K B OXPHUCTOXKENTHIM I[BET (OXpPOHO3), IOTEMHECHHE Ha CBETY
NOIIEIOYEHHON MOYH

pBOTa, 3amax MOYM, HAIOMHUHAIOMIETO 3amax KJIEHOBOI'O CHpPOIA WIM OTBapa
oBolled (KETOKUCIOTHI: JIEWIIMH, BaJIMH ¢ W30JICUIIMH), HapyIlIeHHUE
CYXOXXWJIBHBIX PEQIIEKCOB, THIOTOHHUS MBIIIL, CYAOPOTH, U3MEHEHHE pUTMA
IbIXaHUSI, YMCTBEHHASI OTCTAJIOCTh

JUI HAPYIIEHMA OBMEHA AMNHOKHNCIJIOT XAPAKTEPHO

aIuI03 B PAaHHEM BO3pPacTe
COHJIUBOCTbD, 3aTOPMOIKEHHOCTh, pPBOTa y peOCHKA paHHETO BO3pacTa
HEOOBIYHBIN 3aI1aX MOYH U IIOTA META0OINYECKUI

3a/Iep’KKa YMCTBEHHOT'O Pa3BUTHS

I[TATOJIOTI'YA, ITPU3HAK IMPOABJIAAETCA TOJIBKO B I'OMO3UT'OTHOM
COCTOSTHUM, YEPE3 ITOKOJIEHHUE, C BOJIBIION YACTOTON V CUBCOB
I[TPOBAHAA, POIUTEJIM BOJIbBHOI'O PEBEHKA ®EHOTUIIMYECKU
3J0POBbBI, HO ABJIAIOTCA T'ETEPO3UI'OTHBIMU  HOCUTEIIAMU
MYTAHTHOI'O 'EHA

JJI ayTOCOMHO-PEIECCUBHOTO HACJIEOBAHUS

IJI1 ayTOCOMHO-JIOMUHAHTHOTO HAaCJIeJOBAHUSA
JUJTS X-CIEIJICHHOTO-PELIECCUBHOTO HACICIOBAHUS
JUIS X-CIIEINIEHHOTO-IOMUHAHTHOT'O HACIECJOBAHUS
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39. 'AJIAKTO3EMUA 3TO

1)
2)
3)

4)

SH3UMOIIATHUS, CBS3aHHAs C HapylleHHeM OOMEHa TMHIIEBOM TIaJlaKTO3bl,
Pa3BUTHEM KaTapakThl, IOPAXKEHUEM IIEUEHU, MO3Ta, OYEK

BPOXKIEHHBIN ne@uuuT GppykTo30-1-moHodochar-anpaoaasbl, OTBETCTBEHHOM 3a
MeTabO0IU3M MUILEBON (PPYKTO3BI

SH3UMHbIE HapylIeHUss OOMeHa TJUKOreHa, NPHUBOJAIIME K HAKOIUIEHHUIO B
NEYEeHHU U JPYTUX OPraHoOB INIMKOTeHa

rpynna HacleJCTBEHHbIX 00je3Hell 0OMeHa BEUIECTB, CBSI3aHHBIX C HAPYIICHUEM
MeTa00JIM3Ma IIMKO3aMUHOTJIMKaHOB

40. I'N'IMKOI'EHO3 9TO

1)
2)
3)

4)

SH3WMHBIC HaApyIIeHUs OOMEHa TJIMKOTEHA, NMPHUBOMASININEC K HAKOIUICHHIO B
NICYCHH M JIPYTUX OPraHOB TNIMKOTEHA

rpyInna HacleJACTBEHHBIX 00JIe3Hel 0OOMEHAa BEIIECTB, CBI3aHHBIX C HAPYIICHHEM
MeTa00JIM3Ma TITMKO3aMHHOTIINKaHOB

SH3UMOIIATHUSA, CBS3aHHAs C HapylICHWEM OOMEHa IHIEBOH TaJlaKTO3bl,
Pa3BUTHEM KaTapakThl, MIOPAKCHUEM TICUCHH, MO3Ta, TIOYeK

BPOXICHHBIN nedunut ¢ppykro3o-1-moHodoCchaT-anpa01a3sel, OTBETCTBEHHOH 3a
MEeTa0O0JIM3M MHIIEBON PPYKTO3BI

41. OCHOBHOM THII HACJIEJOBAHMS BOJIE3HE OBMEHA JIUITUIOB

1)
2)
3)
4)

ayTOCOMHO-PELIECCUBHBIN TUIT HACIEIOBAHUS
ayTOCOMHO-JOMUHAHTHBIA THUI HACJIECIOBaHUS
X-CUEIUIEHHBIN-PELIECCUBHBIN THIT HACIICAOBAHUSA
X-CIEIJIEHHBIN-IOMUHAHTHLIN THI HAaCJI€I0OBaHU

42. BOJIE3HM C HACJIEJICTBEHHO! ITPEPACIIOJIOXEHHOCTBIO

1)
2)
3)
4)

nenuakusi, haBu3mM
MYKOIOJIMCaXapH103

XPOHUYECKUN OPOHXUT, THEBMOHHUS
caxapHblil uader, oxupenue, UbC

43. MYJIbTU®AKTOPUAJIBHBIM BOJIE3HAM CBOWCTBEHHO

HH3Kas 4aCTOTa B IOITYJIAIIHNHA
CpCAHAA 4aCTOTa B IIOIMYJIAIINU
BBICOKAs 4aCTOTa B IIOIIYJIAIWHU
MCHAIOIIAACA 4aCTOTAa B IIOIIYJIAIINH

44. 3TUOJIOTUA MYJIbTU®AKTOPUAJIBHBIX BOJIE3HEM
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MUKPOJEIJICLIUU U APYTHe MUKPOIIEPECTPONKN KAKOU-TMOO XPOMOCOMBI

3 PeKT eNMHUYHOTO reHa

aI[I[HTHBHblﬁ 3(1)(1)CKT MHOTUX T'CHOB C pa3JIMYHbIM OTHOCHUTCJIBbHBIM BKJIaJIOM
KaXXa0ro B ITaTOT'CHE3

45. TIPEJIPACITIOJIOXKEHBI K BPOHXNAJIBHON ACTME

1) MaJbUYUKU PAHHETO BO3PacTa
2) JICBOYKY U MAJIBYUKHU B TyOEPTaTHOM MEPHOJIE
3) KCHIIMHBI B TTOKUIIOM BO3pacTe
4) myx4uHbl 30-40 net

9TAJIOHBI OTBETOB
1-1 2-2 3-4 4-2 5-1 6-1 7-1 8-2 9-2
10-4 |11-3 |12-4 |13-4 |14-4 |15-1 |16-1 |17-1 |18-1
19-1 |20-3 |21-3 |22-1 |23-1 |24-2 |25-1 [26-1 |27-2
28-3 [29-4 |30-2 [31-2 [32-4 |33-3 |34-3 |35-4 |36-1
37-3 |38-1 |39-1 |40-1 |41-1 |42-4 |43-3 |44-4 [45-1
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(romoumcTunHypusi) / pen. coser: bapanoB A.A. u ap. — Mocksa: 'DOTAP-Menua,
2021. — 44 c.

Knunanyeckue pexomennanuu HacnencrBennas tuposuHemusi | Tuma / pen. coser:
baraesa M.O. u np. — Mocksa : I'90TAP-Meana, 2021. — 67 c.

Knuanyeckue pexomMeHAAIMM TEpBUYHAS IMJIMApHAS TUCKUHE3WS Yy AeTe / pen.
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