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Annoramus. B pabote packpbiBaeTcsl KpaTKasl KiaccuuKaIuss OCHOBHBIX CEMEIHBIX aHOMaJIMI pa3BUTHS TUTONA,
MPOCIIEKUBACTCS CBSI3b C HAYYHBIMM JOCTIKEHUSIMU B 00JIACTH TEHETUKM, MOJICKYJISIPHOIM OMOJIOTUM, GUOXUMMWU,
SMOPHMOJIOTUM U KJIIETOYHOI OMOJIOTUH, a TAKXKE ¢ XUMUYECKUMM U MHGOPMALIMOHHBIMU TEXHOJIOTMSIMU, POOOTO-
TexHUuKoi. CTaThsl JaeT BOZMOXHOCTh OXapaKTepPU30BaTh TEKYILlee COCTOSTHIE Pa3BUTHSI IIEPCOHUMUITMPOBAHHOM
MEIMIIMHBI B 001aCTH MPOGUIAKTUKI CEMEITHBIX aHOMAJINI pa3BUTHS TUIOMA.

Annotation. In this work the brief classification of the main of family of fetus anomalies with a correlation of scientific
advances in genetics, molecular biology, embryology. The article makes it possible to characterize the current state of
development the personalized medicine in the prevention of family of fetus anomalies.

KimoueBsie ciioBa. [lepcoHudumpoBaHHast MEIUIIMHA, CEMEITHBIC aHOMAJIMY Pa3BUTHS TJI0AA, MEIUKO-COIIAATTb-
HbIe acrekThl poduiakTuku BITP, BBICOKOTEXHOIOrMYHAS MEIUIIMHCKAS TTOMOILb.

Keywords. The personalized medicine, social individual circumstances of the personalized medicine, high-tech medical care.

BBEJIEHUE B ITPOBJIEMY CEMEMHBIX

3 mu pa3sutus (BITP). IIpu atom Haubosiee yacTbIMU U
AHOMAJIUU PABBUTUA ITJIOJA

BBICOKOJIETAIbHBIMU, 110 MHEHUIO 9KCIIEPTOB, SIBIISIOT-
cs1 BITP opraHoB cucteMbl KpoBOOOpalleHs, HEPBHOI

CormacHo pesyjbraTaM psiia COLIMOJOTMYECKUX UC-  cUCTeMbl M MHOXecTBeHHbIe BITP. Mx monst B cTpyKTy-

caenoBaHuii, B Poccuiickoit Pemepanu eXerogHo
poxnaercs 1o 50 ThIC. AeTel ¢ BPOXIEHHBIMU TTOPOKa-
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pe MJaJeHYECKOM U TEPUHATATIBHOU CMEPTHOCTU CO-
craBisieT B cpenHeM 10 38%. s cpaBHenus B CILIA
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eXeroaHo nosiBiisieTcs Ha cBeT 1o 120 Teic. aeteii ¢ BITP
(B cpenHeM 1 pebeHok ¢ BITP Ha 33 poxnarommxcs).

CHIXeH1e MJIaJieHUeCKOM 1 TIepuHaTaIbHOI CMepT-
Hoctu (ot BITP) aBnsgercsa BaxkHeiileil METMKO-COLIM-
QJIbHOM 3a1ayeil COBPEMEHHOCTU U MEPUJIOM CTEIIEHU
rymaHusanuu obuiecrBa. IlepcoHuduuupoBaHHbBIE
cucteMHble Mepbl npodunaktuku BITP Bxirouaror, B
MEPBYI0 oOuepeb, YYET WHAMBUIYATbHBIX (haKTOPOB
pUCKa, OOIIEePU3HAHHBIMU M3 KOTOPBIX SIBJISIIOTCS:
BPOXIEHHBIC aHOMAJIUM Pa3BUTUS ILIONA.

Heobxonumo ormeTutsb, uto B CIIIA ocobas paboTa
MMPOBOINTCS B OTHOIIICHUH MOHUTOPHMHTA MALIMEHTOB C
CEeMEIHBIMU aHOMAJIUSIMU Pa3BUTHS, K KOTOPBIM OTHO-
carcs: cuHapoM JlayHa; He3apallleHUue BepXHel TyObl;
He3apallleHue Heba; BPOXICHHBIC TMOPOKU Cepala,
(comnpoBoXaaloluecs 3a4acTyio CUHApoMoM [layHa,
cunnpomoMm TepHepa, cuHapomom Holt-Oram); 1e-
pebpanbHas mynbcanus; Achonndroplasia;; Xpomo-
COMHBIE HapylleHus-trysomyl13, trysomyl8 (cuHmpom
Onpapaca), Deletion, Microdeletion, Duplication,
Ringchromosome, cunnpom Cri-du-chat, cuHIpOM
Wolf-Hirsehhorn; Cystic Fibrosis, Fragile X Syndrome,
cunapoMm Mapdana, RH-6omne3ub, Spina Bifida (¢pop-
Mmbl: Occulta, Meningocele, myclomeningocele).

B 37001 CBA3M MOXHO OTMETUTH, IIpEXIe BCEro, pa-
OOTBI CIEAYIOIMX BUIHBIX aMEPUKAHCKUX YYCHBIX:
Martin J.A. O, Leary V.B., Scala I Botto L.D. Zuccheco
T.M. Wilcox A.J. Lammer E.J. Kochanek R.D., Mone
S.M. Michals-Matalon K. Yamagishi H. Garg V. Hoff-
man J.I.LE. Pajkrt E. Ohye R.G. Bove E.L. Connor J.A.
Brickner M.E. Wu Y.W, Paul H Carey J.C Scher D.M.,
Morcuende J.A., Ponseti I, Gore A.I. Spencer J.P., Ho-
nein M.A. Morcuende J.A. Kerem B., Cunningham J.C.,
Taussing L.M. Haston C.K. , Hudson T.J., Gilljam M.,
Liaschko A., Koren G., Drum M.L., Egan M.E. Sokol
R.J., Bertrand J, Kesmodel U, Day N.L., Sood B., Stre-
issguth A.P., Little R.E., Meek JY. R.H. Carmona Sher-
man S., Verkerk A.J., McConkie-Rosell A. Bernstein
J, Fausto-Sterling A, Hendricks M., Thomas D.F.M
Judge D.P., Dietz H.C., Gott V.1., Meijboom L.J., Lee
B. Rifnuis J Mari G, Queenan J.T. Bianchi D.W., Moise
K.J., Oepkes D. Cohen A.R., Rund D., Rachmilewitz E.
Schrier S. Desnick R,Kaback M, Patterson M.C., John-
son W.G. Mitchell L.E. Mendoza S.A., Jallo G.I. Luthy
D.A. Bennet K.A. Charache S., Steinberg M.N., Adams
R.J. Vichinsky E., Atweh G.F u np.

B HayyHOIl nuTeparype OTMeYaeTcsl OIlpenescH-
HbIA BKJIaJ B peLIEHWE 3TOM MpoOieMbl HAyYHOIO M-
pekTopa PoHOa O KOHTPOJIIO 3a HacleNCTBEHHBIMU
3aboneBanusmu. D. lleituens (BeHrpust), KoTopblit
SIBJIIETCSI PYKOBOIUTEIEM KPYITHEHIIIEro HayIHOTO UC-
cienoBaHust: «BiysiHYe MOJIMBUTAMMHHOIO IIperapara
Onesut IlpoHaTanb, comepxaiiero hu3NOJI0IrMIeCKYIO
o3y (ponreBol KUCIOThl Ha BO3HUKHOBEHUE BPOX-
JIEHHBIX MATOJIOIMiA Iutoma». Pe3yibrarel 5TOro Hesa-
BUCHMOTO, IIaIlc00KOHTPOIMPYEMOIO PaHIOMU3UPO-
BaHHOTO HCCJEIOBAHUS, TI0 MHEHMIO €0 YIaCTHUKOB

CYLIECTBYET OCTpasi HEOOXOAMMOCTb B MACIITaOHbIX
IIPOCBETUTEILCKMX MEPOIPUSITUSIX, MPOIaraHaupyio-
LIMUX HEOOXOAMMOCTD IJIAHUPOBAaHUSI OEPEMEHHOCTH U
OCYIIECTBIICHUST MPO(PUIAKTUYECKUX MEp, CITOCOOHBIX
3HAYUTEIbHO YMEHBIIUTD PUCK, IIPEXIE BCETO, IS Ce-
Meii ¢ pa3JIMYHbIMY AHOMAJIUSIMU Pa3BUTHSI.

Cy1iecTBytoliasl IpeHaTaJlbHasl TUarHOCTUKA (yJIb-
TPa3BYKOBbIE HCCIENOBAHMS, CHIBOPOTOYHBIC TECTHI
M T. J1.) IO3BOJISIIOT 3a4aCTyiO BBISIBJISATH IPOOJIeMy Ha
JOCTaTOYHO PAHHUX CPOKAaxX pa3BUTHUs IUIOAA, OJHAKO
MOKa He CITOCOOHBI MOJTHOCTBIO €€ pelnuTh. Bpaun 1mo-
POIi BBIHYKIIEHbI CTABUTD XEHILMHY U €€ CEMbIO TIepe
HEIPOCThIM MOPaJIbHO-3TUYECKUM BBIOOPOM — OTKa-
3aTbhCsl OT OOJILHOTO pebeHKa, UCKYCCTBEHHO MpepBaTh
OepeMEHHOCTb WY MPUHSATH Ha ce0s OTBETCTBEHHOCTD
3a peOeHKa-uHBaauga (B 3TOM cllydyae mepe BpauyoMm
OCTPO CTOUT IIPOOJIEMa COBMECTUMOCTH ABYX TUIIOB OT-
HOILIEHMI ¢ MalMeHTaMU Ha OCHOBE IaTepHajlu3Ma U’
nH(pOpMUpOBaHHOTO comtacus).. IIpu 3ToM 3aTpathbl
Ha JIeueHMe U MoaAepXKaHue XU3HY TaKUX IeTeil O4eHb
BBICOKM. Tak MO OllgHKaM aMEepMKAaHCKMUX CIIeLIMaIM-
CTOB, TOIOBBIE 3aTpaThl HAa pedbeHka ¢ BITP cocraBisiior
B cpenHeM 110 70 ThIC. J0JIIapOB.

Hexkotophie cTpaHbl, TakKe Kak ApreHTruHa 1 Typuust
YCIICLIHO Peajau3yioT rocyIapCTBEHHbIE IIPOrPaMMBbI I10
MPEIOTBPAICHUIO BPOXKIECHHBIX ATOJOTUIA pa3BUTHSI,
KOTOpbIE BKJIIOUAIOT 00pa30BaTe/IbHYIO 4acTh, (pa3b-
SICHEHME MEIULIMHCKUM CIeIMAaIucTaM U CaMUM KEeH-
IIMHAM TIyTeil MeIMKO-COLMaIbHONM TPOMUIaKTUKI
BO3HMKHOBEHUSI IIOPOKOB Pa3BUTUS ILIOAA) U CTUMY-
JApyoLIyIo yacTh (komreHcanus 70-80% crommocTu
MOJIMBUTAMMHHBIX IIperapaTroB, coaepxKaliux ¢houe-
Byl0 Kuca0Ty). IIpn a3TOM 0c000 momuepKuBaeTcss Ha-
CTOSITe/IbHAsE HEOOXOAMMOCTh TONYJISIPU3aliuy 3HAHUI
0 BO3MOXKHOCTSIX ITPOMUIAKTUKY ITATOJIOTUiA TIPU ILjIa-
HuUpoBaHuu 6epemeHHocTu. K mpumepy, B Benrpuun,
IJIe BOIIPOCHI MEIUKO-3TUUYeCKOM mpodunakTuky BITP
pelIaloTCs JOCTATOUHO OOBEMHO B CPEAHEM IUIAHUPY-
ercst tuib 55% GepeMeHHOCTEIA.

OpHako, o mHeHuio Kosnosoii C.U. 95% Bcex BITP
MPAaKTUYECKX HEIpeacKa3yeMbl, TO €CTh BO3HUKAIOT
cIopaaudecky (1 Mpexiae BCero B. YCIOBUSIX HATUYMS
CeMeHOI aHOMAaIuK pa3BUTUA).

ITo nanneiM HoBukosa I1.B., pykoBoguTenst otae-
Ja HacnenctBeHHbIX O0one3neit HUMTIu/IX, rmaBHoro
CIIelIMaIMCTa 110 MEIMIIMHCKOM reHeTke MUH3ApaBa
Poccuu, B cTpaHe He0OXOMMMO pa3BepPHYTh CETb MEIU-
KO-T€HETUYECKUX KOHCYJIbTAllUI U MpONaraHanpoBaTh
paHHee 00pallleHMEe KEHIIMH K CIIeIaINCTaM TeHeTH -
KaM (B Hacrosiiee ke Bpemst 10 70% KeHIInH, oopa-
LIAIOTCSI K MEAVMLMHCKUM T'eHeTUKaM, YXe IOCIe POX-
nenus peoeHka ¢ BITP). OcobeHHo 310 KacaeTcs ceMeit
¢ aHOMAaJIMSIMU pa3BUTUs. B 3TOM cilyyae mojpkHa pa-
0oTaTh KoJuIeTMajbHasi MOIEIb B3aMMOOTHOIICHMIA
MEXIYy BpayoM U TALIMEHTOM, KOTOpas 3aKJIIo4aeTcsl
B MNPM3HAHUU IallMEHTA PABHOIIPABHBIM IIApPTHEPOM.
PaBHompaBKe napTHepa B JaHHOM CJly4ae OCHOBAaHO Ha
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MpaBe TallMeHTa B IMOJYYeHUM MCUYEPIIbIBAIOIICH MH-
dopmalmu o MporHo3ze 6epeMeHHOCTH, METoIaX Jeue-
HUS TIJ100a U peOeHKa, BO3MOXHBIX OCIOXKHEHUSX U T.1I.

Opranuszanusi TepBUYHON CHUCTEMHON MEIUKO-CO-
nuanbHoi npodunakTuku BITP nomkHa HaumHaTBHCS C
MPOCBEIIEHMS, B IEPBYIO OUepeb, YIaCTKOBBIX Bpayueii,
CEMEMHBIX Bpayeil U Bpayeii-TMHEKOJIIOTOB, KOTOPhIE B
JMaJbHEHIIeM MOTUBUPOBAHHO U TAaKTUYHO PEKOMEH-
JOBa/IM OBl >KEHILMHAM IJIaHUPOBaTh OEPEMEHHOCTh U
MMPOBOINTH KOMILJIEKC TIEPBUYHBIX TTPOPUIAKTUIECKUX
MEPOIPUSATUNA U TEHETUYECKUX KOHCYJIBTALIUIA.

OTMeTHM, YTO METOMOJIOTHSI COLIMOJIOTMU MEIUII-
HBI OCHOBaHA Ha MPUHIIUIIAX TOCTPOCHUS Pa3IUIHBIX
METOJOB (IMPaBWI) U UX HAYyYHO-TIPAKTUIECKOM 0000-
LIEHUU.

JlanguM KpaTkKoe ompenesieHre OJHOTo U3 0a3UCHBIX
TIOHSITUI: «NOAE3HOCMU NePCOHUPUUUPOBAHHOU Medu-
YUHCKOI nomowu» - TIOJy4eHHEe OOeMMM CTOpPOHAMU
JIeYeOHOrOo TIpoliecca YIOBACTBOPEHUST OT Pe3yJIBTaTOB
IUATHOCTUKU M JiedeHMs. [Ipu aToM cTOMT momuep-
KHYTb, YTO 0€3 OCO3HaHHS BpayoM HEOOXONMMOCTHU
obecrieyeHUs TNEPCOHU(PULUMPOBAHHOTO (MHAWUBUIY-
aJIbHOTO) TIONIX0/a B AUATrHOCTHKE M JICUCHUHU TallueH-
Ta, KaK IpaBujio, HabIogaeTcsl yoObIBaHUE TIpenesibHOM
MOJIE3HOCTHU OT OKa3bIBA€MBIX MAIIMEHTY MEIUITMHCKUX
YCIYT U TIOJIy4eHUEe HEraTUBHOTO UTOTOBOTO pe3ybTaTa
JIeyeOHOro Tpolecca (HUBEIMPOBaHKUE ObLIOTO IIpOMe-
JKYTOYHOTO YIOBJIETBOPEHUS CTOPOH).

WUcxonst u3 BBIIEU3NIOKEHHOTIO, ChopMyaInpyem
OIHO M3 BaXXHBIX HA CEromHs MEIUKO-COLIMATbHBIX
npaBui: «IggexmusHoe epauebHoe Oeiicmeue NPIMoO
NPONOPYUOHANLHO UCHOAb30BAHUIO 8PAHOM DPE3YIbMAmMos
2eHemu1ecKux 0cobeHHocmell NayueHmos, GAUSIOUUX Ha
gapmaronoeuveckuii omeem u 06pamHo NPONOPUUOHANb-
HO cmeneHu y0bl8aHus npedeabHOl NoAe3HOCMU 0KA3bléa-
eMoil UM NepCOHUPUUUPOBAHHOU MEOUYUHCKOU NOMOULU».

SMEJINKO-COILINAJIIbHBIE ACITEKTDBI
OCHOBHBIX BPOXIEHHBIX IIOPOKOB
PA3BUTUA IINIOJA (MEIUKO-
COIMAJIBHOE COITPOBOXJIEHME
HAITPABJIEHUA «I1IJIOJ KAK ITAITMEHT)

ITo nanHbIM amMmepuKaHcKoro LleHTpa 1o KOHTPOJITIo 1
npodunakTuku 3adoneBanuii —CDC (maHHbBIE HA MapT
2006 1.) exerogHo B CIIIA mosiBiisIeTCsT Ha CBET OKOJIO
120,000 meTeii ¢ BpOXIAEHHBIMM MOPOKAMU DPa3BUTHUS
(I u3 33 HOBOpOXIEHHBIX). BpoxneHHBIE neheKThI
pa3BUTHS, IO OLICHKAM 3TOI OpraHu3aluu, IpeacTaB-
JISIIOT cO00M HapylLIeHUsI CTPYKTYpPbl OpraHu3Ma, Ouo-
XUMHMUECKMX TPOIIECCOB, UMEIOIIUXCS C POXICHUS U
BIMSIOIIMX Ha (PU3UYECKOE COCTOSIHME pebeHKa, ero
MEHTaJIbHbIE XapaKTEePUCTUKU M TIPU OMNPEAeTCHHBIX
YCIOBUSIX TIPUBOMSAT K JIETATbHOMY MCXOY.

Ha ceromHsimHuii AeHb HEKOTOpPBIE BPOXICHHBIC
neheKThl pa3BUTHS UACHTUGUIIMPOBaHbL. [1o JaHHBIM
Martin J.A. (Annual Summary of Vital Statistics-2003
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Pediatrics, volume 115 Number 3, March 2005, pages
619-634) T n1eEKTHI SIBISIOTCS OCHOBHOM IIPUYMHOI
CMEpPTH JETeii IePBOro rofa XU3HU U SIBIISIIOTCS HEpe-
KO NPpUYMHOM pacnana CEMbHU.

Ilo manneiMm CDC B 70% ciayvaeB IpuYuMHa BO3-
HUKHOBeHMS 1e(EeKTOB pa3BUTUsI Hayke HE M3BECTHA.
Bmecte ¢ TteM, cpenn HambOoJsiee BEPOSITHBIX NPUUMH
BO3HUKHOBEHMSI BPOXICHHBIX Ae(HEKTOB HA3BIBAIOT
FeHeTUYECKMEe OTKJIOHEHHUS (B YaCTHOCTHU - XpPOMOCOM-
HbIe n1e(eKThl Pa3BUTHS), a TaKkKe MPoOJIeMbl 00pa3a
SKM3HM MaTepU U OKpYyKalolleil cpenbl (MHOLIa UX Ha-
3bIBAIOT TE€PATOTeHbI, KOTOPhIE BKJIIOYAIOT: aJIKOTOJIb,
HApKOTUKM WM CUJIbHOACHCTBYIOIIME MEIULIMHCKUE
npenapaTthbl, MHOEKIUN TepenaroImecs MOJOBbIM ITy-
TeM U T.1.).

K npumepy, exeromHo, tonpko B CIIIA, poxnaroT-
cs ot 1000 mo 6000 geteit ¢ peTanbHBIM ATKOTOJIbLHBIM
cunapomoM (FAS), koropwlil sBAsSeTCS MaTTEpHOM
MEHTAIbHBIX M (PU3UYECKUX BPOXIACHHBIX Ie(hEKTOB
pa3Butus. I1o 3Toi mpuYMHE aMepUKAHCKKE CIielua-
JIUCTBI, IIPOBOMIST TUKO-MEAULMHCKYIO ITPO(MUIAKTUKY,
MPEeAyNpPeKaaloT CBOMX MAaLIMEHTOK O TOM, YTO JaXe He
3HAYUTEIbHOE YIIOTPEOICHUE aJIKOrOJIsl B IIEPUOM BbI-
HalllMBaHUSI OEPEMEHHOCTU MOXET IPUBECTU K BPOX-
JNEHHbIM nedeKTaM pa3BUTHUs ILIOA.

Yto ke KacaeTcsl MEAMLIMHCKUX MpPernapaTtoB, TO K
npumepy isotretinoin (rmponatoniuiicst B antekax CLIA
non 6peHaoMm Accutane, Amnestreem, Claravis, Sotret)
00J1a7aeT BEICOKUM PUCKOM CEePhEe3HBIX 1e(EKTOB pa3-
BUTHS TUIONA.

Oco0y10 yrpo3y TakxKe HeceT IIpUMeHeHe MaTephio
KOKauHa U APYTUX HapKOTUYECKUX CPEACTB B MEPUON
OepeMEHHOCTH.

Hekoropble mHpeKIMU Tepenalolniyecss MaTepu B
rnepuos 6epeMeHHOCTH TaKXKe MOTYT IIPUBECTU K BPOXK-
JIEHHBIM ITOPOKaM Pa3BUTHSI.

Ilo naHHbIM AMEPHKAHCKOW aKaJeMUU IeAUaTpUU,
exxerongHo okouio 40,000 meteit (310 1% HOBOPOXKIEH-
HbIX) poxnaiorcs B CILIA ¢ Hannuuem cytomegalovirus
(CMV).I1pu 3TOM y OIHOTO M3 IeCITU MHPUIIMPOBAH-
HBIX JETeil pa3BUBAIOTCS B IOCJEACTBUE CEPbE3HbIE
MEHTaJIbHbIE PACCTPOIMCTBA (B TOM YHUCIIE, IOTEPS 3pe-
HUS U CITyXa).

IMo nanusiM CDC uHbekuuu, nepenarouimecs mno-
JIOBBIM MyTeM (B MEPBYIO OYEePEab MPU OECTIOPSIIOUHBIX
IIOJIOBBIX CBSI3$1X), MOTYT IIPEICTABIATh 3HAUUTEIbHYIO
yrpo3y mjisl IUioga M HoBopoxkineHHoro. K mpumepy,
HE JIEYeHbI CU(bUINC MOXET IPUBECTU K BBIKUIBIIILY,
BPOXICHHOMY ne(eKTy pa3BUTUsI WM JaxKe MEPTBO-
poxnaenuto. Tonbko B 2002 1. oT aTOoro Heayra B CIIIA
noctpananu 412 geteii.

WHorma B MemMIMHCKON IpakTHMKe HaOIIomaeTcs
MHOTO(paKTOpUANIbHBII BPOXIEHHBINH Ae(EKT, KOTO-
pbIi XapaKTepuU3yeTcs HaJuyueM, KaK TeHETUYECKUX
HapyLIeHMI1, TaK U HajmuueM TeparoreHoB. [Ipumepa-
MU MHOTO(aKTOPUAILHOTO BPOXIECHHOTO AedeKTa sIB-
JISIFOTCSI: BPOXKIEHHBIE IIOPOKU Cepilia, «3asiubsi Ty0a»,
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coueTaHHbIC Me(EKThl TOJJOBHOTO U CIIMHHOTO MO3Ta.
Bce oHu criocoOHBI chOpMUPOBATH HETATUBHBIE YCIIO-
BUSI COLMAIM3AIIAM JeTei B TIEPUOM MX IIIKOJIBbHOIO 00-
yYeHus.

Hawnbonee pacripocTpaHeHHBIMU BPOXKIEHHBIMU JIe-
dexramu B CLLA gaBnsioTcs: «3asg4bsi rydoa» 1 CUHIPOM
Hayna. ITo nanueiM CDC «3astubst Ty0a» Hab0maeTcs
eXerogHo y rnpumepHo 6800 HOBOPOXIEHHBIX, a CUH-
npomoM [ayHa Bctpedaetcs y 5500 ponuBIIMXCS ASTEI.

I[Tomumo atoro, oxono 1900 meteit exxeromHo UMe-
10T CJIOKHBIC BPOXIEHHBIE TTIOPOKU cepaia (K IMpuMe-
DY, TPAHCIIO3UIIMSI MarMCTPaJbHBIX COCYIOB, TeTpama
®dajnno, aTpe3nst JETOYHON apTepuu, eIMHCTBEHHBII
JKeIyIo4eK) JeTaTbHOCTb OT KOTOPBIX OY€Hb BHICOKA.

K HekoTopbIM Ipyrum pacrnpocTpaHeHHbIM jaedek-
TaM pa3BUTHUS OTHOCUTCS 1e(EKT CKEJIeTHOI MyCKyJa-
TYpHI (BKJIIOYast 1e(PeKThl pa3BUTUS PYK 1 HOT), TACTPO-
WHTECTUHANBHBIN nedeKT (BKIoYammuil nedekThl
MMUIIEBAPUTEIBHOTO TpakTa) U nedekTrl I1a3. Bee atu
nedeKThl, KaK ITpaBUIo, MHOTO(aKTOpHUaIbHbIE.

ITo manHBIM amepukaHckoro lleHTpa cKpuHMHTa
HOBOPOXKIEHHBIX U TeHEeTUUeCKux pecypcoB B 2002 T.
okosio 3000 mereit poqUJIMCh C paCCTPOMCTBAMM MeTa-
00JIMYECKOro XapakTepa. DTH OTKJIOHEHUS MOTYT IIpU-
BOIUTH K TMOPaXeHUIO KJIETOK MO3Ta, Mmapajiudy u Je-
TaJbHOMY MCXOMY K IISITOMY TOIY XKU3HU.

Hpyroii mpumep 310 pennnkeronypus (PKU). Tlo-
paXeHHbIE 3TUM HEOYIOM IeTH MMEIOT OpPraHu3M He
CIOCOOHBIN CMHTE3UPOBATh HEOOXOMMMYIO YacTh IIPO-
TeUHa.

IMo manubIiM opranuzanuu «March of Dimes», 60-
nee 90% neteii ¢ BpOXKIEHHBIMU HEIyTaMU MOSIBJISIOT-
Cs Ha CBET B CTpaHaX CO CPEOIHUM U HU3KHUM YPOBHEM
01aroCOCTOSIHUS, a CJIeA0BATEeIbHO €J1a00 AOCTYMHOM
KBAIMDULMPOBAHHONW MEIUIIMHCKON IOMOIIBIO U HE
Pa3BUTOU KYJILTYPOU ITOANEPXKAHUS PEIIPONYKTUBHOTO
3M0POBbBSI.

OCO0EeHHO CMJIBHO CTpamaroT OT 3TOr0 CTPaHbI CO
CpeNHUM U HHU3KUM YPOBHEM COILIMAJIbHO-3KOHOMMU-
YECKOTo pa3BUTHSI, U B TIEPBYIO O4Yepelb Te CTpaHbI, B
KOTOPBIX >KEHIIIMHBI POXKAIOT JETeil 1O CTApOCTH U TIe
pacmpocTpaHeHbl KPOBOCMECUTENIbHbBIE Opaku (Xapak-
TEepPHBII MPU3HAK HPABOB HEKOTOPHIX HAPOITHOCTE).

BMmecTte ¢ Tem, o TaHHBIM CUCTEMBI 3IpaBOOXpaHe-
Hus CIIA, HauMoHalbHBIM YpPOBEHb MJadeHUYECKOI
CMEPTHOCTU OT BPOXIEHHBIX 1e(DEKTOB pa3BUTHsI, HE-
CMOTpS Ha OOLIMIA OYEeHb BHICOKMIA YPOBEHb Pa3BUTUSI
MEIUIIMHCKON TIOMOIIM OCTaeTCs AOCTAaTOYHO BBHICO-
kuM (15 mpomuiie Ha 100 ThiC. HOBOPOXKIEHHBIX).

IIpencTtaBuM pa3BepHYTYIO XapaKTEpPUCTUKY (TI0
aMepMKaHCKMM MCTOYHMKaM) Haubojiee M HauMeHee
pacrpocTpaHeHHBIX Je(eKTOB pa3BUTHU (BCEro X Ha-
cunThIBaeTCs 39 HaMMEHOBAaHUI) U BO3MOXHBIE MEPbI
10 MX MEIUKO-3TUUYECKON MpoduIakTUKe.

Cunnpom JlayHa. OToT gedekT XxapaKTepu3yeTcs
XPOMOCOMHBIMM HapyIIEHUSIMHU, BKIIOYAOIIIMU KOM-
OuHauuio 1e(heKTOB Pa3BUTHUSI, TAKUX KaK MEHTAJIbHbIC

HapyIlIeHUsI, BPOXICHHbIC TTOPOKHU cepaia u ap. OH
BcTpeuaercs: B omHOM 13 800 pomoBCIIOMOXKEHMIA.

ITo ouenHkam AMepuKaHCKOIl accoumanuu JlayH
cuHapoma, Tonbko B CIIIA K ceromHsimHeMy JHIO Ha-
cunThiBaeTcss npuoausureabHo 350000 mereit ¢ cuH-
npomMoM JlayHa. DTOT gedeKT MOXET COIPOBOXIATHCS
npobjeMaMu 3peHMS, ClIyXa, YACTBIMU ITHEBMOHMSIMHU,
MPOCTYIAHBIMU 3a00JIEBAaHUSIMU WHQEKIIMOHHOTO Xa-
pakTepa, Iiporpeccupyloieii morepeit mamatu. MmeH-
HO 3TOT CHUHAPOM OKAa3bIBaeT 3aMETHOE BIUSHME Ha
CTEeIeHb afanTaluy peOeHKa K YCIOBUSIM XXKU3HU B 3a-
MaJHOM OOIIECTBE, KOTOPOE MMEET Maccy MOpPabHO-
9TUYECKUX HEYTOB.

ITo muenmio O, Leary V.B., Scala I Ha ceronHs He
CYILIECTBYET CIIOCOO0B MENMKO-3TUUYECKON Mpoduiak-
TUKUA U JIEYEHUSI 3TOrO BPOXIEeHHOro aedekra. Bme-
CTe C TeM, MO pe3yjIbTaTaM MX HayYHBIX MCCIeIOBaHUM
MOKHO CIeJIaTh BBIBOA O TOM, YTO €CJIM B OpraHU3Me
JKEHIIIMHBI HAapyIIeH Ipoliecc MeTaboan3Ma BUTaMUHA
B nnu ponmeBoii KUCIOTHI, TO BEPOSATHOCTD POKACHUS
et pedbeHka ¢ cuHIpoMoM JlayHa TOCTaTOYHO BBICOKA.
ITo sroii npuunne cneunanuctbl CIIIA pekoMeHayIOT
Ha 3Tare BBIHAIIIMBAHMSI OEpPEeMEHHOCTHU €XKEeTHEBHBIM
npueM MyJIbTUBUTAMUHOB conepxamux 400 MUKpo-
rpaMM (hoJMeBOM KMUCIOTHI, KOTOPbIE MOTYT CHU3UTh
PUCK Pa3BUTUSL BPOXICHHOTO AedeKkTa TOJOBHOTO U
cnuHHOro Mo3sra. OgHaKo JIIOAU ¢ MajbIM JOCTaTKOM
JIMIIEHBI TaKO BO3MOXHOCTH, TeM 0oJiee B YCIOBUSIX
(bHAHCOBO-3KOHOMMYECKOIO KpM3KCa, KOraa 3HAuu-
TEJIbHO YBEIUYMBACTCS KOJTUYECTBO CeME, YIeHBI KO-
TOPBIX OTEPSUIN ITOCTOSIHHYIO PabOTYy.

Ilo maHHBIM BBIIIEYKA3aHHOM acCOLMALMM PUCK
cuHapoMa JlayHa MOBBIIIAETCSI ¢ BO3PACTOM Oymylei
matepu (1 Ha 1,250 ponoB B Bo3pacTe KEeHIIUHBI 25 JIeT;
1 1a 1000 B 30 net; 1 Ha 400 B 35 net; 1 Ha 100 B 40 ner
u 1 Ha 30 B Bo3pacrte 45 sier). OnHako okojio 80% nereit
¢ cuHapomoM JlayHa poxKaaloTcs y JKeHIIUH cTapiie 35
qetT. Ecnu keHIMHA poxkmaeT peOeHKa ¢ CUHAPOMOM
JayHa, TO pUCK pOXKIEHMsI BTOPOro pedeHKa C 3TUM Jie-
(bekTOM pa3BUTHUS YBEIMIYNBACTCS.

Cpasy 1moclie poxaeHUs1 pebeHKa y Hero oepercs
npoba KpoBU Ha cuHIpoM [layHa, KoTopast TYT XKe OT-
MpaBJsieTcs B 1abOpaToOpuIo, Ie MCCIEAYyeTCsS XPOMO-
COMHBIi cocTaB (KapUOTUIT) [JIsT OTIpeeSIeHNSI BO3MOXK-
HOTO HaJIMYMSI CMHIpoMa JlayHa M ero reHeTM4ecKou
(opMbl. DTa MHMOpPMALIMSI OYeHb BaxKHa IS OIpee-
JIEHUs prcKa OyIyIux 0epeMeHHOCTe! XXeHIIMHBI.

Bpau MoxeT HampaBuTb pOOUTEICH K CIeuaau-
CTy T€HETUKY, KOTOPBIN JaCT AeTaJbHbIC MOSICHEHUS O
pe3yJibTaTax MCCIeN0BaHUsS KPOBU HOBOPOXKIEHHOTO
U TIepCIIeKTUBax OymyIeil 6epeMeHHOCTH MaTepu OT-
HOCHUTEJIbHO BO3MOXKHOTO IIOBTOpa 3TOro IedeKra.
CrenyeT OTMETUTD, UTO HE YMEHHE HEKOTOPBIX Bpadeit
TaKTUYHO OPTaHM30BaTh 3TOT BUI TECTUPOBAHMS TIPU-
BOOUT K TOMY, YTO KEHIIIMHA (OCOOEHHO B BO3pacTe
crapuie 30 jeT) uzberaet 3Toil TMpoueaypbl (4TO BO3-
MOKHO, B OIIpEAEICHHOI CTEIIeH!, U OOBSICHSIET BBICO-
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KM MPOLIEHT 3Toro Aedekra y 35 JeTHUX XEeHIIUH U
JKEHIIIMH 0oJiee cTapIliero Bo3pacTa).

BosHukaeTt ecTrecTBeHHBII (B TOM YMCJIe HPABCTBEH-
HBII) BOIIPOC BO3MOXHO JIM AMAarHOCTUPOBATh CUH-
npom JlayHa o poxiaeHus pedbeHka? AmepuKaHCKas
accouMalnusl aKylIepoB-THHEKOJOIOB OTBEYaeT Ha
5TOT BOIIPOC YTBEPAMTEIbHO U PEKOMEHIYET BCceM Oe-
PEMEHHBIM >KEHIIIMHAM IIPOBECTU COOTBETCTBYIOIIMIA
CKPMHMHT TecT (aHaJu3 KPOBU) B TIEPBOM TPUMECTpE
oepeMmeHHocTu (11-13 Hemenst 6epeMEHHOCTH), a TaK-
JK€ COOTBETCTBYIOILIEE YJIBTPa3BYKOBOE MCCIICIOBAaHUE
tona (BO3MOXHO IPOBEISHUE TAKOTO CKPMHUHTA U BO
BTOPOM TpUMeCTpe OepeMEeHHOCTH).

OmHako clienyeT OTMETUTb, YTO PEKOMEHIyeMbIi
CKPUMHUHT-TECT HE MOXET TOYHO IMarHOCTUPOBATH
cuHnpoMm JlayHa WM Apyrue BPOXIEHHbIE Ne(EeKThI
pa3BUTHUSA IUIOAA, HO MOXET yKa3aTh Ha MOBBIIIEHHYIO
BEPOSITHOCTh Pa3BUTUSL ITOT0 AedeKTa OCOOEHHO Yy
KEeHILWH 35 JIeT U cTaplie.

Heo0xonuMo momuepKHyTh, UTO MpeHaTalbHasI Aua-
THOCTHKA cMHApoMa JlayHa MOXET ITOMOYb POIUTENISIM
MOpPAJIbHO IMOATOTOBUTCS K POXKICHUIO TAKOTO peOeHKA
(B TOM YMCIIe B SMOILMOHAIBHOM, MEAULIMHCKOM U (U~
HAHCOBOM IJIaHE).

Kpome Toro, Hamo OTMETUTh, YTO HEKOTOPHIC IO
¢ cuHnpoMoM JlayHa BcTynaioT B Opak M BEpOSITHOCTD
pPOXIEeHUs y HUX peObeHKa C TAKUMU XK€ OTKJIOHEHUSIMU
oT HOpMBI cocTaBiseT 50/50.

«He3apamenune BepxHeii ryosl». Mbl yxke oTMedaH,
yto exerogHo Toiabko B CIIA poxnmaercst okono 6800
JIeTell ¢ 3TUM BPOXAEHHBIM JdedekToM. OTMEUYEHO, YTO
HauOOoJIbIIIee PACIIPOCTPAHEHKE ATOT Ae(EKT UMEET Me-
CTO y TIpeCTaBUTeNe A3, UHACHILIEB, Cpeay MpeacTa-
Buteneii KaBkasza 1 B Kakoii-To creneHu y Adppoamepu-
KaH1eB. IMeroTcst uccnenoBaHusl, KOTOPHIE YBSI3bIBAIOT
STU pe3yJIBTaThl HE TOJbKO C HACIEACTBEHHOCTBIO, HO 1 C
HpaBaMU 1 OObIYasIMU 3TUX HAPOITHOCTEM

W3zBecTtHO 0K010 400 CMHAPOMOB, KOTOPHIE COIPO-
BOXIAIOT 3TOT AedeKT pa3BuTusl pebeHka. Bce meru,
POIMBIINECS C 3TUM Ae(PEKTOM, TOJKHBI OBITH HEMEI -
JICHHO OCMOTpPEHBI BpayoM cpasy IocjIe pOXISHUS Ha
MpeaMeT BO3MOXHOIO BBISIBICHMSI APYTUX Ne(hEeKTOB
pa3BUTHA.

DTOT AeeKT pa3BUBaeTCs Ha paHHEM 3Tare co3pe-
BaHus IUIoAa (Ha 5-6 Hemesne 6epeMeHHOCTH). McTUH-
Hasl MpUYMHA BO3HMKHOBEHUS 3TOro AedekTa Hayke
IOKa He U3BeCTHA. Pe3yabTaThl MHOTUX MCCIIEIOBAaHUMI
(Botto L.D. Zuccheco T.M. Wilcox A.J. Lammer E.J.)
MOATBEPXKIAIOT, YTO MPUYMHON TAKOro aHOMAaJIbHOTO
pa3BUTHS IUIOAA MOTYT OBITh MYyTallus TEHOB, a TaKXke
MpYeM HAapKOTUKOB UM TaOaKOKYpPEHME MaTepH, a TaK-
JKe TIpUeM aJIKOToJIsI M pas3nnuHbie nHpekuuu. Kpome
TOTO, Ha 3Ty aHOMAJMI0O MOXET OKa3aTb BIMSHUE Je-
¢uuuT B opraHu3Me MaTepu ButamuHa B u ¢onueBoit
KHCJIOTHI.

Ecnu ponutenun pebeHKa He UMEIOT 3TOro nedeKra,
TO BEPOSITHOCTb POXKIECHUS BTOPOTO peOeHKa ¢ Iom00-
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HBIM OTKJIOHEHHEM OT HOpMBI cocTasisieT 3-5%. Ecinu
POIUTENIM MMEIOT TaKOi MOPOK pa3BUTHUS, a peOCHOK
ponuiica 0e3 3Toro aedekra, TO BEpOSITHOCTb HaJlM-
Yusi 3TOro nedekrTa y CAemyroInero pedeHka coCcTaBls-
eT okojio 5%. Eciu u ponutenu u ux pebeHOK UMEIOT
Takol nedeKT, TO BEPOSITHOCTh POXKICHUS 0YePEIHOTO
pebeHKa ¢ TakKuM 1e(eKTOM 3HAYMTEIBHO BO3pacTaeT.
B m00oMm citydae poauTessiM B 3TOM ciIydae PEKOMEH-
JyeTCs] KOHCY/IbTAIIUSI TeHETUKA U MPEIIOKEeHHE 10 e€
MPOBEIECHUIO JOJIKHO HENIaThCsl C YYETOM MOPaIbHO-
9TUYECKOIO acIleKTa.

MoxeTr 1M MMEeTh MECTO MEIUKO-3TUYecKasl Mpo-
¢dunakTuka aToro nedekra? HekoTopnie mcciemnoBa-
HUSI aMEPUKAHCKUX YYCHBIX TOBOPST O TOM, UTO IIPUEM
MYJBTUBUTAMUHOB, coaepxKallux (HOIUeBYIO0 KHCIO-
Ty, IO 3a4aTHsl U B TIEPBOM TPUMECTpe OEPEeMEHHOCTH
MOTYT TIOMOYb B TPEJOTBPAIEHUU Pa3BUTHUSI ITOTO
nedekra. KpoMe TOro kKeHIIMHBI, KOTOPbIE IIAHUPY-
0T OEPEMEHHOCTb WJIM Y€ HaXOISTCS B IOJOXEHUU
JIOJDKHBI BO3AepKaTbesl OT KypeHus. Kpome Toro, Ky-
peHue B Xoae 6EPEeMEHHOCTH MOBBIIIAIOT PUCK CHIKE-
HUsI HOPMAJIbHOTO Beca IUIOAA WM BBIKMUIBIIIA. DTO
K€ OTHOCHUTCSI K MpPHUEMY aJIKOTOJISI, KOTOPHI MOXET
CIIPOBOLIMPOBATH TOMUMO TIpoYero aedeKTsl MEeH-
TaJlbHO# cdepsl u apyrue dusudeckue nedektol. Om-
HaKoO Bpay Ipu OOIIEHUHU C MALMEHTOM Ha 3Ty TeMy He
JIOJDKEH TOJIBKO KOHCTaTMPOBATh BO3MOXHYIO YIpo3y,
HO U C yY4eTOM MaTepHAJIMCTCKON MOAENU IpenjiaraTh
KOHKPETHYIO IIPOrpaMMy NEUCTBUM, T.€ OCYILECTBIISTD
3(ppeKTUBHYIO BpauyeOHYIO NeITeIbHOCTh CO BCEMU €€
XapaKTepHBIMIA OCOOCHHOCTSIMM HPABCTBEHHOIO Xa-
pakTepa.

Bpoxnaennsie nedekTsl cepana. I1o naHHBIM AMepu-
KaHcKoM cepaeuyHoil accoumauuu B CIIIA exeromHo
nosiBisiioTes Ha cBeT okono 40.000 meteil ¢ BpoxkaeH-
HBIMU TTIopokaMu cepana (1 u3 125 HOBOPOXIEHHBIX).
WNHorna BpoXIeHHBIE MOPOKMU Cepilia COYETAITCS C
IPYrMMU Je(eKTaMu M dYallle BCero OIpPEnessiioT Jie-
TaJIbHOCTh HOBOPOXKIECHHBIX U JeTell Oojiee CTapIlero
BO3pacra.

dopMupoBaHUE BPOXICHHOIO IIOpOKa Cepllia Ha-
YMHAETCSl HAa paHHEl cTaguu OEpEeMEHHOCTU 1 OKa3bl-
BaeT BIMSIHUE HAa (DYHKIIMOHUPOBAHUE CEPIEIYHO-COCY-
JIIMCTOM CUCTEMBI TUIOAA.

ITo manueiM Kochanek R.D., Mone S.M. Michals-
Matalon K. Yamagishi H. Garg V. Hoffman J.1.E. Pajkrt
E. Ohye R.G. Bove E.L. Connor J.A. Brickner M.E.,
B OOJIBIIIMHCTBE CIyJYaeB HayKe HEe M3BECTHA MPUIYMHA
MOSIBJICHUST BPOXKIEHHBIX MMOPOKOB CEpilia, HO Cpenu
BO3MOXHBIX TIPUYNH CIICLHMATMCTHI Yallle BCEro Ha3bl-
BalOT MPUYMHBI TEHETUYECKOTO XapaKTepa U BIUSHUE
TaK Ha3bIBAEMbBIX T€PATOTCHOB, O KOTOPBIX MBI YK€ YIT10-
MuHaIU Beiie. K mpumepy, KeHIIMHBI TTIepe0oIeBIIre
BUpPYCHBIMU MH(peKuusMu (rubella u ap.) B TeyeHUe
MEePBBIX TPEX MECSIIEB OEPEMEHHOCTU WU TTOABEPXKEH-
HbI€ BO3IEICTBUIO TOKCUYHBIX TEXHMYECKUX >KMIKO-
cTeil (COJBBEHTHI U JIP.), a TAKXKe YITOTPeOIIonme aj-
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KOTOJIb, TICUXOTPOITHbIEC BellleCcTBa (KOKaWH U Ap.) WIN
yHoTpeosIIoNIe Takue MeIMKaMEHThl Kak isotretion
(ero anamorm), lithium (TIpuMeHsIETCSI MpU JeYEHUU
HEKOTOpbIi1 (POPM MEHTaIbHBLIX OOJIe3HEl), a TakKxke
MpY HAJIUYUM Y MaTepyd HEKOTOPBIX XPOHUUYECKUX 3a-
OoneBaHMii (He KOHTpoOIMpyeMbiii nuabet, phenylke-
tonuria-PKU), He mpuHMMaoIIKe Ha TEepBbIX dTarax
OepeMEeHHOCTH B KayeCcTBe MPOMUIAKTUKN BUTAaMUH B
Wi (poIMeBYIO KUCIOTY, B ONMPEeIeHHON T03UPOBKE,
HUMEIOT 00JIee BBICOKMI PUCK MOSIBIEHUS BPOXKIEHHOTO
nedekTa cepaia y cBoero pedbeHka. BiaumoneiicTBue
Bpaya ¢ TaKMMM TalMeHTaMU Takxke TpeOyloT addek-
TUBHBIX YCWJIMI HPaBCTBEHHO-3TUUYECKOTO XapakKTepa.
J1J1s1 HeKOTOPhIX OepeMEHHBIX TOPOI HEOOXOIUMO TaK-
TUYHO MIPUMEHSITh METOIBI «I[IPUHYXKIEHUS K 310POBO-
MY BBIHAIIIMBAHUIO TIJIOIA».

VYueHble HOOWINUCH OMNpENeICHHBIX YCIIEXOB B IO-
HUMaHUM TeHeTUKU BPOXIEHHBIX MOPOKOB cepaia. C
90-X TOIOB IPOILIOr0 BeKa BEOyTCsS MCCIEIOBAaHUS B
00J1aCTH TeHEeTUYECKUX MYTalluii, BAUSIOIMIMX Ha pas-
BUTHUE TOM aHOMalnU. BpoxkneHHBIe MOPOKU Cepalia
MOTYT COYETATbCS C IPYTMMU BPOXAEHHBIMU Aedek-
Tamu pa3Butus. K mpumepy, MmojgoBrUHA AETeil C 3TUM
nedekToM nmeroT cuHapom JayHa, cuHapom TepHepa,
XPOMOCOMHBIE HapylIeHUs, UMMYHHYIO HEIOCTaTOY-
HocTb win cuHapoMm Holt-Oram. Bmecrte ¢ TeM, 6uo-
9TUYECKOE COIPOBOXACHUE 3TUX HaAPYIICHMI ITOKa
OCTaBJISICT XeJaTh JIydilero. TeXHOJOTMM B HaHHOM
cyJae pacIpoCTpaHsIIOTCs OOJIbllle Ha BOIIPOCHI THUa-
THOCTUKM TeX WJIM UHBIX 1e(HEKTOB U MEHBIIE YIUThI-
BaIOT NIPMMEHEHHUE CITeIIMaIbHBIX COLMATIBHBIX TEXHO-
JIOTUIA MOpaJIbHO-3TUYECKOTO XapaKTepa.

K mpumepy, mpeHaTaibHas AMArHOCTHMKA ILIodA C
IOMOIIIBIO  3XOKapauorpauIeckKoro HCCIenOBaHMS
MOXET OKa3aTb COMNEHCTBUE B BBISIBICHUU OOJBIITMH-
CTBa BPOXJIEHHBIX MMOPOKOB cepala. B xoxe atoro uc-
CJICMOBAaHUS OMPENCNIsIeTCs XapaKTep CepaleOneHMs
iofa (BBISIBJISIETCS HAJIMYME apuTMuU). Matepu Mo-
JKeT OBITb Ha3HAYEHO KOHCEPBATHMBHOE JIeUCHME IS
BOCCTaHOBJICHUSI HOPMAJIbBHOTO pUTMa Cepalia y IJIoaa.
B npyrux ciydasix, mpu HEBO3MOXHOCTHU OCYIIIECTBIIC-
HUSI JIeYEHUs cepllia TIoAa POAUTENM COBMECTHO C
JIeyallliM BpayoM BbIPA0AThIBAIOT TAaKTUKY OKa3aHUS
HEOo0XOIMMOM MOMOIIU PeOEHKY C BPOXIEHHBIM ITOPO-
KOM cepilia cpasy Iocjie ero poXIeHUs.

C apyroii CTOpOHBI, Bpaud B HACTOSIIIIEEe BPEMSI MaJio
3aHUMalOTCsI THQOPMUPOBAHUEM MaTepeii 00 0coOeH-
HOCTSIX TeUeHUsI 3TOTo AeekTa, He oOpallaloT BHUMA-
HHUS Ha MOpaJIbHbIE TepeXXUBaHUSI MaTepell MpU BbI-
MoJIHEHUM Xupypruueckoro yeueHusi BIIC, ocodbeHHO
Y HOBOPOXKIEHHBIX, KOTOPble UMEIOT 3(UPHYIO CBSI3b
C MaTepblo U TPeOYIOT ¢ €€ CTOPOHBI JUCTAHIIMOHHOM
SHEPreTUYECKOM MOAMUTKM CBOETO peObeHKa B OCTPbIit
MepUOI XMPYPTUIECKOTOo BMeIlaTeJbCTBA M peaHUMa-
IIMOHHOTO ITOCOOMSI.

HeoOxonuMo MOgYEepKHYTh, 4YTO OOJBIIMHCTBO
BPOXICHHBIX IIOPOKOB Cepalla HE BO3MOXKHO IIPEIOT-

BpaTtuTh. OMHAKO CYIIIECTBYET OMPEIeICHHbBIM aJITOPUTM
MEIUKO-3TUIYECKOU MPOMDMIAKTUKU 3TUX BPOKICHHBIX
nedekToB. Bo-mepBhIX M0 3ayaTvs KEHIIMHA TOJDKHA
ObITh MpUBHUTA OT rubella. ZKeH1yHa nomkHa 10 O6epe-
MEHHOCTH U B XOJI€ €€ MCKJIIOUUTh aJIKOTOJIb U APYTUe
BBIIIETICPEYMCICHHBIE XUMUYECKIE areHTHI (7151 9TOTO
MaJIO OCYIIECTBIISITh IIPOCTOE MPEAYIIPEKACHNE CO CTO-
POHBI Bpaua HEOOXOAMMO BBICTpanBaTh 3(PHEKTUBHYIO
BpadyeOHYIO NeSTeIbHOCTh Ha MPOrpaMMHOI OCHOBE),
TaKTUYHO KOHTPOJUPOBAThH TeueHUe auadeTta (HE BBI-
3bIBasl MCITyra y MauueHTa), CIIoCOOCTBOBATh PETYIsIp-
HOMY TIpHeMYy MYJIBTHUBUTAMMHHBIX IIPENIapaToB COIEP-
xkarnue 400 Mmukporpamm (ponmeBoii KUCIOTHI U T. 1.

Ponutenu, xoTophle yxe MMEIOT pedeHKa C BPOX-
JEHHBIM ITOPOKOM Cepala AOJKHBI ObITb TAKTUYHO
npordOPMUPOBAHBI BpauOM O TOM, BO3MOXHBIN PUCK
POXIEHUsT BTOPOTo pedeHKa ¢ TaKuM Ae(PEeKTOM y HUX
3HAYUTEIbHO ITOBHIIIECH.

OmHako B HEKOTOPBIX CIydasix TaKO PUCK COCTaB-
JseT Bcero 2-3%.u 006 3TOM TOXe Hamo He 3a0bIBaTh
MPEayNpeKaaTh XXKeHIuHy. CleayeT TaKTUYHO pa3bsiC-
HSTh , YTO ITOT PUCK BapbUPYETCS B 3aBUCUMOCTHU OT
cnennduku gedexra. Ecinm BpoxkaeHHBIM MOPOK cepli-
11a COYeTaeTcsl ¢ APYTMMU BPOXIEHHBIMU JedeKTamu,
TO PUCK POXIEHUS BTOPOTO (MOCIEIYIOLIEero) pedeHKa
3HAYUTEIbHO Bo3pacraeT. Ponutenu B 3Toil cUTyaluu
JIOJDKHBI B 00sI3aT€IbHOM TIOPSIIKE IMOJYyYUTh He Oec-
CTPACTHYIO, a YIYTUBYIO KOHCY/IbTAIIMIO TeHETHKA.

BmecTe ¢ TeM XeHIIUHBI C BPOXISHHBIM TO-
POKOM cepalia mepen IIaHMpOBaHUEM OepeMEHHOCTU
JIOJDKHBI B 0053aT€JIbHOM TOPSIIKE TTPOKOHCYIBTUPO-
BaThCA ¢ KapauosnoroM. M MHUIIMATHBA HEOOXOIMMO-
CTU TaKOTO OOpallleHuUs JOJKHA TAKTUIHO UCXOAUTH OT
e€ Jieyalero Bpava.

Kapanoinor 00s13aH 3TH4eCcKM 000CHOBAHHO pPa3bsiC-
HUTD XKEHIIIMHE, YTO 0EPEMEHHOCTh MOXET OBITh IIPO-
TUBOIIOKA3aHa TMPU SIBHON HEMOCTaTOYHOCTU (DYHK-
LIMOHMPOBAHUS KEJIYAOYKOB CepIlia, ITOBBIIICHHOM
JIaBJIEHUU B cOoCydax JeTKUX (JIerouHasi TUIEPTeH3Us)
W T.0.

TpeOyercst BIMSATEIBHO Pa3bsICHATH KEHIIUHE, YTO
B psiie CiiyyaeB 3a00JieBaHUSI cepalla U IIPUEM €10 cep-
JIEYHBIX MperapaToB MOXET MOBPEIUTh HOPMaJIbHOMY
Pa3BUTHIO TLJIOA U UTO IO ITOM MPUYMHE HEKOTOPHIM
>KEHIIMHAM ¢ TTPOOJIEMHBIM ceplilieM TpeOyeTcst MoCTOo-
SIHHOE€ HaOJII0ACHME Y KapauoJiora B XOIe BhIHAIIIMBA-
HUSI OEPEMEHHOCTH.

Bce BhIlIeckazaHHOE 0COOEHHO aKTyallbHO mJist Poc-
CHUU TOCKOJIBKY B Hallleil CTpaHe BOIIPOCHI ITpeHaTaIb-
HOH JMAarHOCTUKMU CepLia IUIOAA U KAPAUOJIOTUYECKOTO
obecreueHusl BhIHAIIMBAHUS O€PEMEHHOCTU B HACTOSI-
111ee BpeMsI B ITIOJTHOM 00beMe ITPAaKTUIECKU He 0Tpabo-
TaHbI, TeM 0oJiee ¢ 0MO3TUUYECKOMN COCTABIISIIOLIEH.

B CIIIA nipoBoagTcsa KpyITHOMACIITaOHBIE UCCIIEN0-
BaHMSI IPUYMH Pa3BUTUS BPOKICHHBIX TTOPOKOB CEPI-
na. K mpuMepy, n3y4aroTcsl TeHbI, «IT0JIOMKa» KOTOPBIX
MOTEHIIMAJIPHO CB3aHa C Pa3BUTHEM ITOPOKOB CEpPlIa.
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Kpowme Toro, paccmarpuBaeTcsl BIUSIHUE BUTaMMHa A
Ha opMUPOBAHUS STUX ITOPOKOB, MPEANTPUHUMAIOTCS
MOTIBITKM 3KCIIEPUMEHTAIBHOTO XUPYPIUUECKOTrO Jieue-
HUS (3HIOBACKYJISIPHBIE MIPOLIEAYPHI) KJIalIaHOB cepaiia
wiona u T.a. OMHaKO BCE 3TO OCYIIIECTBISIETCS B TECHOM
B3aMMOIEHCTBUM C IMAIIMEHTOM U IIPU eT0 UHMOOPMUPO-
BaHHOM COTIJIACHUU.

Achonndroplasia. ITarmeHTaM TpeOyeTcss ¢ y4eToM
€ro MOPAJILHOTO HACTPOSl AETAJIbHO PA3bSACHATH, 4TO
9TOT Ae(eKT pa3BUTHUS XapaKTepU3YeTCs] HEHOPMAaJlb-
HBIM COCTOSIHUEM BEPXHMX KOHEYHOCTE M MaJblIeB
pyK (Tpexmanasi pyka). BomblInHCTBO 3TUX neTeit, 1o
aMepUKaHCKMM JTaHHBIM, C BO3PACTOM JOCTUTAIO POCTa
He 0osiee 4 pyToB. DTOT AehEeKT MOXET ObIThH OOHAPY-
JKEH B X0Ie 0EpeMEHHOCTH C TTOMOIIbBIO YIBTPa3BYKO-
BOTO MCCJEIOBaHUS M B 3TOT XK€ MOMEHT TpeOyeTcs
TaKTUYHO U3BECTUTh OO0 3TOU BO3MOXHOW OINACHOCTU
XeHiuHy. HeobxonuMo nmpu 3ToM Mog4yepKuBaTh, YTO
JIETU C 3TUM Je(EeKTOM OOBIYHO MMEIOT HOPMaJIbHOE
YMCTBEHHOE€ Pa3BUTHUE, HO BMECTE C TEM MUCIIBITHIBAIOT
nmpo6yieMbl pocta. OHU CTPAZaAIOT CIAOBIM MBIIIIEYHBIM
ToHycoM. KpoMme Toro, Takue 1eTH UMEIOT He pa3BUThIC
1 BUAOM3MEHEHHbBIC HUXKHME KOHEUHOCTU. B nob6asie-
HUU K 3TOMY Y TaKHUX JETeil MMeeTcs 3a4acTylo y3Kasi
HOCOBas IIePeroponka, Koropasi CliocoOCTBYET BO3HUK-
HOBEHMIO YIIHBIX MHGMEKIIM 1 6€3 COOTBETCTBYIOIIE-
ro JICYeHUSI MOXET MPUBECTU K MOTepe ciayxa. Y 3TUX
JeTell HaOJIIoIalTCs MPo0IeMBbl C 3ydamu (YacThIii Ka-
puec). Ocobo HeoOXOTUMO OCTOPOXKHO OOMOJIBUTCS O
TOM, 4TO HeKoTopble aAeTu (10 3%) ¢ s3TuM nedekrom
MPeapacIioioXeHbl K BHE3aIMHOW CMepTH (4acTo BO
CHe), KOTopasl BbI3BaHa IEKOMIIPECCHEll CIIMHHOIO
MO3Ta BIUSIONICH Ha CHUCTEMY AbIXaHMSI U YTO TaKue
JIETU 4aCTO UCHBITHLIBAIOT OOIIYIO C1a00CTh, 00JIb B HO-
rax 1 HU>KHEM OTIeJIe CIIMHBI.

Bpau noikeH 3HATh, UTO JAHHBIM Je(EKT BBI3bI-
BaeTcs MyTallyeil B OoIpelneIeHHOM reHe (pelenrtop 3
¢udbpomaactoBoro akropa pocra), KOTOPHI pacIio-
Jlaraetcsl B 4-XpOMOCOME U YTO B HEKOTOPBIX PEIKMX
CIyJasix 3TOT nedeKT mepeaaeTcss peOeHKyY M0 Haclem-
CTBY OT OOHOTrO U3 pomuTeneir. [Ipu 3Tom, ecau onuH
U3 pOmUTENIeii UMeeT TaKoe OTKJIOHEHHE OT HOPMBI, a
BTOPOIT HE MMEET, TO PUCK PA3BUTHSI ITOTO AeeKTa Co-
crasisier 50%. Ecnu 06a ponuTessi UMEIOT TaKo Xe 1e-
(eKT pa3BUTHUS TO TIOMUMO BBHICOKOM BEPOSTHOCTH €r0
HacJIeIOBaHUsI, BO3pacTacT PUCK BHE3aITHOW CMEpTHU
pebeHKa u3-3a HapylleHUl pa3BuThs ckeneta. OgHaKo
9Ta MHGOPMAIIMs He MOJDKHA JOBOOUTCS JO0 Oymylei
MaTepu MOCKOJbKY HOCUT YUCTO MEAUIIMHCKUI aCIIeKT.

I'eHeTMKM monararoT, 4To OTLBI B Bo3pacte 40 Jer
U CTapille MMEIOT OOJBIIYI0 BEPOSITHOCTh POXKICHMS
pedeHKa ¢ Takoil aHoMasuell, yueM ux 6osee MOJIOIbIe
KoJuIeru (naHHasi uHGOopMalUs MOXET IKCKII03UBHO
JIOBOIUTCST A0 OYAYLIMX OTIIOB).

I[lo MHEHUIO YYEHBIX CIIOCOOOB MPEIOTBPAIlCHUS
pa3BUTUS 3TOro necdekra Moka He CYIIECTBYET, I0-
CKOJIBKY OH MPOAMKTOBAH CaMOIPOU3BOJIbHON MyTa-
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LMel TeHa IIoaa (maxe He CMOTPSI Ha 3I0POBBIX PO-
nuteneit). I1o 3Toit mpuynHe Ha 3Tare IJIaHUPOBAaHUS
CEeMbH KEHIIMHE M MYXYMHE HEOOXOAUMO TOJYYUTh
peKOMeHIaIu TeHeTMKoB. Ilpu 3TOM WHUIIMATHBa
MPOBEIEHUS TaKOW KOHCYIbTAIlMU (KOTOpast K coxKaje-
HUIO He BCEra clyyaeTcsl) ToJKHa ObITh oOecrieueHa 3a
cueT 3pOEKTUBHOTO BpauyeOHOTO NeiCTBUSI.

ITpakTuKyoIIMii Bpad JOXKeH 3HATh TaHHbIC YUEHBIX,
KOTOpPBIE 3aHUMAIOTCS 3TOM MPOoOJIeMOI CBSI3bIBas pa3-
BUTHE 3TOTO IeeKTa C HapyleHUIMU (OpMUPOBAHUS
cKeseTa opraHu3ma iona. Perienrop pubpormiactoBo-
ro pakTopa pocra OTBeUaeT 3a BHIPaOOTKY IPOTEHNHA,
KOTOpBII COMEPKUTCSI Ha TIOBEPXHOCTHU KJIeTOK. B HOp-
MaJIbHOM COCTOSTHUM IPOTEUH B XOIe OMOXMMUYECKUX
MPOIIECCOB CIIOCOOCTBYET Iepemade CUTHajla Ha POCT
kietku. Ilpu «ImosoMKe» reHa 3TOT MPOLIECC Hapylla-
eTcs U MPUBOAUT K HEMMPaBUJIbHOMY Pa3BUTHIO CKeleTa
IUIONa CO BCEMU BBITEKAIOIIMMU OTCIONA MOCIEACTBUSI-
mu. OnHako sTta MH(opMalus He TpeOyeT NoBedeHUs
JIO OyIYIIVX POAUTENCH.

AyTH3M SIBJISIETCSI TIPOTPECCUPYIONIMM PacCTPOii-
CTBOM, BJIMSIIOIIMM Ha TO, KaK peOeHOK (DYHKITMOHUPY-
eT B pPa3IMYHbIX chepax KU3HEAESITSIbHOCTH, BKIIIOYAsT
€ro peyb, COLMAIbHbBIC HABBIKU U COLIMAIBHOE TTOBEIC-
HUe.

Tonbko B CIIA ayTusm TIpOSIBISIETCS Y OIHOIO
n3 150 pomuBIIMXCS OeTeil (B Mepuol CreluaIbHOTO
CKpUHHMHTa B Bo3dpacte 18-24, 30 MecsleB XKU3HU) U
9TOT MPOIIEHT MPOIOJIKAET HEYKJIOHHO Bo3pacTath. [1o
cpaBHeHUIO ¢ 80-MU rogaMu TIpOIILJIOrO BeKa YpOBEHb
3TOTrO0 3a00JIeBaHs Bo3poc bosee yeM B 10 pas.

IIpupona ayTuaMa K HaCTOSIIIIEMY BpEeMEHU U3ydyeHa
HemocTaTouyHO. CUUTaeTCs YTO 3TOMY Ie(eKTy CITIOC00-
CTBYET KaK TeHeThueckue (akTopbl TaK (paKTOpHI yKe
YIOMUHABIIIMECSI HAMU B CBSI3U C TepaTOreHaMM. Yde-
HBIE I0JIaTaloT, 4TO B (P)OPMUPOBAHUU ITOrO JIedeKTa
MOTYT IIPUHUMATh yJacTue 6osiee 12 reHOB pa3IUYHBIX
XpoMmocoM. B psine ciyyaeB, KaK CYMTAIOT CIICIMAIH-
CTHI, Pa3BUTHUE ayTHM3Ma IIPOBOILIMPYETCS TaK Ha3blBa-
embIM fragile X cunapomom. Kpome Toro, mmerorcs
HaOJIIONEeHUSI, KOTOPBIE YTBEPXKIAIOT, YTO ayTHU3M pas-
BUBAETCs y I€Tei, MaTepu KOTOPBIX B IIEPHOJI BEIHAIIIM -
BaHUS OEPEeMEHHOCTH TMepPeHEeCIN Takue MH(PEKINOH-
HbIe 3a00JieBaHus Kak rubella, cetomegalovirus

BHenrHue cuMnTOMBI ayTH3Ma BKIIIOYAIOT:

- TPYAHOCTHU COLIMATIBHOTO B3aMMOIEUCTBUS B MaJIbIX
1 OOJIBIIMX COLIMATBHBIX TPYINaX, HaJaXXUBaHUU JIPY-
JK€CTBEHHBIX KOHTAKTOB C OJIMKANIIINM OKPYKEHUEM;

- TIpoOJIeMBbl COIIMAJIbHON KOMMYHUKAIIMM KaK Ha
BepOaJbHOM, TaK U Ha He BepOaJbHOM YpOBHE (OKOJIO
40% nereil, cTpajaloIIMX ayTU3MOM, B OCHOBHOM OT-
MaJluMBaloTCcs);

- HEKOTOPBIE OTKJIOHEHUsI MEHTaJIbHOTO XapaKTepa;

Kaxnplii pebeHOK ¢ CUMIITOMaMM ayTu3Ma YHUKa-
JIEH B CBOMX COIIMAJIbHBIX TIPOSIBIICHUSIX, OMHAKO Y HUX
HaOJII0IAI0TCSI HEKOTOPBIE 00IIIMe XapaKTepUCTUKU T10-
BEICHUS:
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- CaMOIIPOM3BOJILHOE TTOBTOPEHME OMHUX U TEX XKe
CJIOB;

- u3beraHue TPSMBIX 3PUTEIbHBIX KOHTAKTOB C
OKPYXaIOIINMU;

- TPyAHOCTU B UHUIIMALIMY U TIOAAEPKAHUU OECelbl;

- HeXeJIaHUe OT3bIBAaThCSl HAa CBOE MM,

- HeIpepbIBHOE MOBTOPEHUE OTHUX M TeX XKe Jeil-
CTBUIA;

- (pokycupoBaHUe BHUMAHUS HA €eTMHUYHOM OOBEK-
Te U BUIE OeATEIbHOCTH;

- CTpeMJICHHUE K OMMHOYECTBY;

- pacCTpOMCTBA CHA,;

- TIOBBIILIEHHOE YYBCTBO OIACHOCTU B MPOOJIEMHBIX
CUTYaIIUSIX;

- HEOOBSICHMMASl arpecCMBHOCTb M CaMOTpaBMa-
TU3M;

- TIOTePSI IPUOOPETEHHBIX COLIMATBHBIX HABBIKOB.

K sTomy cienyeT 1o6aBUTb, YTO ayTU3M 3HAYUTEIIb-
HO COKpalllaeT JUYHOE COLIMAIbHOE IIPOCTPAHCTBO pe-
o6enka. OH HabIIOMAETCS BO BCEX PACOBBIX, COLIMAJIb-
HBIX 1 00pa3oBaTeNbHBIX Ipynmax. [IpruyemM MaabuuKu
CTpagaloT ayTM3MOM B YEeThIpE pasa yvallle, 4YeM JeBOY-
ku. OTMeuaeTcs, UTO ayTHM3M HE CBSI3aH C YPOBHEM
0J1Iar0COCTOSIHMS HACEJIIEHUS U APYTUMU COLIMATIbHBIMU
daxkTopamu. D10 3a00eBaHNE CBSI3aHO ¢ (PYHKIIMOHU-
pOBaHMEM MO3ra, UMEEeT OMOJIOTMYECKYIO TIPUPOIY, HO
CBSI3aHO C OKPYKAIOIE COLIMaJIbHOM Cpeaon

Cerebral Palsy (Ilepeopaibnas nyabcamus). [1o naH-
HBIM AMEPUKAHCKOTO COOOIIEeCTBA aKyIlIepOB-TUHEKO-
snoroB (ACOGQG), a Takke 1T0 MHEHUIO TaKUX U3BECTHBIX
aBTOpOB, Kak Wu Y.W, Paul H u np. 3TOT BpoXXneHHBI
neeKT He MOXET ObITh TMarHOCTUPOBAH A0 MOMEHTa
JIIOCTUKEHUS peOeHKOM Bo3pacTta 2-3 jeT. Ha kaxayio
1000 neTeii B 9TOM Bo3pacTe MpuxoauTcs 2-3 pedbeHka ¢
otuM JgedexTom. B 1ienom, Toabko B CILA um cTpaga-
10T okoJjio 500,000 meteit 1 B3pOCBIX BCEX BO3PACTHBIX
KaTeTropuid.

B 70% cnydaeB 3ToT nedeKT pa3sBUBaAETCs B IIEPUOL
¢dopMupoBaHMS TUI0AA U 3HAYUTEIBHO 3aTPYAHSIET €ro
HOpPMaJIbHOE pa3BUTHE.

ITo HaomonenusM uneHoB ACOG aToT AedeKT nHorIa
pa3BUBaeTCs B CiTyyae HEIOCTaTOYHOTO CHAOXKEHUSI TUIO-
Jla KMCJIOPOIOM, a TaksKe MPY POMOBOI WK (heTaTbHOMI
achukcun. B nmpyrux ciydasix TOBpeXIeHUsI MO3TOBOI
JIESITeTbHOCTA HAOJIIOMAIOTCSI B MEPBbIe MECSIIbI KU3HU
pebeHKa, HO B OOJIBIIIMHCTBE CITyYaeB IMIPUUMHA Pa3BUTHUS
9TOTO BPOXKACHHOTO NeeKTa HayKe He M3BECTHA.

Knaccubuiypyo BO3MOXHBIE NMPUYMHBI JAHHOTO
BeCbMa PacCIpoOCTpaHEHHOro nedeKkTa B MPUCYTCTBUU
JKEHIIIMHBI eii TpeOyeTcs MOSICHUTD, YTO 3TOT Ae(eKT
MOXET pa3BUBATbHCS MPU:

— HaJIMYUMKU HEKOTOPBIX MHMEKIMA Y XEHIIWHbI B
Xome BhIHAIIMBaHUA 1wiofa (rubella, cytomegalovirus,
toxoplasmosis, chorioamnionitis);

— HapylIeHWU TIPaBWILHOCTU (DYHKIIMOHUPOBA-
HUS TUTALIEHTHI, KOTOPOE MPUBOIUT K HEIOCTATOUYHOMY
CHA0XEHMIO T1J10[a KUCIOPOIOM;

— MPEXIEBPEMEHHBIX pOIax IETel C MaJbIM BECOM
(menee 1300 rp). Takue neT OOBLIYHO UMEIOT PUCK pPa3-
BUTHS 3TOro Aedekra B 30 pa3 OONBIINI HEXEIU CBO-
€BPEMEHHO POAMBIIMECS JIETU C HOPMAJIbHBIM BECOM
(>KeHIIIMHE TIPU 3TOM CJIEAYeT TAKTUIHO IMOSICHUTD, UTO
MPUYMHON TaKUX TMPEXKICBPEMEHHBIX DPOIOB MOXKET
SIBUTCSI €€ HeraTUBHOE WJIM He BbIIEPKaHHOE COIMAIb-
HOE TIOBENIeHNE);

— ac(uKCHM IJT01Aa B TIEPUOJ €TI0 BHIHAIIIMBAHMS WU
npu poxiaeHuu pederka (10%);

— 3aboeBaHMAX KPOBU, TakKux Kak mpobiema RH,
KOTOpasi TPEISITCTBYeT HOPMaJIbHOMY KpPOBOTOKY
MEXIY MaTephlo U I1010M. B 3T0ii CBI31M HE0OXOMUMO
Pa3bICHUTD XeHIIMHE, YTo 1Mo JaHHBIM ACOG B 3TOM
clyyae MOXHO OKa3aTh ITOMOIIb (MaTh C OTPULIATEIb-
HeiM RH) nyrem mepenuBanusa kposu (RH mmmyHO
mI00yaUH) B repuon 28 Heaenu 0epeMeHHOCTH U T10-
BTOPUB 3Ty IPOLENYPY Cpa3y MOCie poXKIeHUs pedeHKa
¢ niosoxurteabHbIM RH.

He cnenyet nHbopMupoBaTh KEHIIMHY O TOM, YTO
HaJu4uue y Hee TpoMOodpunnm, OUINpyoOMHOMUHY TaKKe
MOKET CITOCOOCTBOBATh PA3BUTUIO 3TOTO BPOKIEHHOTO
TopoKa.

XpomocomHble HapymeHnusa. Bpay mookeH 3HATh, 4TO
no nanHbIM Carey J.C. u ap. 3TOT nedekT HabIoaaeTcs
y 1 u3 150 HoBopoxkneHHBIX. OH OOYCIIOBJIEH «ITOJIOM-
KOil» psila XpOMOCOMHBIX CTPYKTyp. JKeHIMHa Ipu
9TOM JOJIKHA MOJYYUTh MH(MOPMAIIMIO OT Bpaya O TOM,
YTO TIpY 3TOM AedeKkTe y AeTeil oTMeUaeTcsl Haaudue
KaK MEHTaJbHBIX, TaK U (PU3NUYECKUX OTKIIOHEHUI OT
HOPMBI.

Bpau moxeT muarHOCTMpOBaTh 3TU HapylICHUs B
MpeHaTaJbHOM Iepuoe (MpeHaTaabHbIA TECT —amnio-
centesis, chorionic villus ). B3sgTbeie mpoObI BeIpaniyuBa-
I0TCS B JIAOOPATOPUM M UCCICOYIOTCS TOA MUKPOCKO-
nom (kariotype).

CunapoMm JlayHa TOJBKO OAWH U3 MPUMEPOB IIPO-
SIBJICHUIA XpOMOCOMHBIX HapyueHuii. [TomMmumo storo
y 1 u3 10,000 HOBOpOXAEHHBIX OTMeUaeTcsd trysomy 13
(e1e ero HasbiBaloT cbylhjv Patau). ¥ 1 u3 6,000 HoBO-
POXIEHHBIX BcTpeuaercs trysomy 18 (cunmpom Ed-
wards). K coxaneHutio, 60JIbIINMHCTBO 3TUX I€TEi MOTH-
0aloT B MEPBBII TOI XKU3HU. DTa MH(GOpMAaLIUS TOJKHA
OBITh CBOEBPEMEHHO JOBEIEHA M0 KEHIIUHBI C 1IETbIO
CBOEBPEMEHHOTO IIPUHSITHS €0 COOTBETCTBYIOIIETO Pe-
LIeHUS.

IToMumo BBIIIIEYKAa3aHHBIX XPOMOCOMHBIX HapyIie-
HUI UMEIOT MECTO U IPYrue, KOTOphle BCTPEYAIOTCS B
oonee penkux ciaydasx. K HuMm otHocstcs: Deletion,
Microdeletion, Yranslocation, Inversion, Duplication,
Ring chromosome, cunapom Prader-WIli, cunmpom
Cri-du-chat (HeHayuHOe Ha3BaHUE-<«KOIIAYWM TIau»),
cunapom Wolf-Hirschhorn u np. 2KenmnHa goikHa
3HaTh, YTO PUCK POXICHMS OYEPETHOTO peOeHKaA C Ta-
KM J1e(eKTOM He3HAYUTEJICH.

Jedopmanun HIKHHX KOHeyHocTeil. [lo maHHBIM
Scher D.M., Morcuende J.A., Ponseti I, Gore A.lL
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Spencer J.P., Honein M.A. Morcuende J.A. u ap. aTOT
nedekt Bctpevyaercs B CIIA B 1-2 ciyuasx Ha 1000 Ho-
BOpoOXIeHHBIX. [IpyyemM y MaJIbBYMKOB OH BCTpeYaeTCs
B JBa pasa yaiie, yeMm y neBouek. Haubonee oOmumu
B OTUX BUAAX BPOXIEHHBIX Ne(DEKTOB SIBISIOTCS: cale-
aneovalgus, metatarsus adductus.

Wnorna 3ToT aedeKT MOXET ObITh JUarHOCTUPOBAH
B IIpEeHATaJIbHOM IIePUOIE IIPHU YIBTPa3BYKOBOM HCCIIE-
JIOBaHWM, OMHAKO JICUCHUE Ha 3TOM 3Tare IMPOBOIUTh-
Cs HEe MOXET M XEHIIMHA JOJKHA OBITh 00s3aTeIbHO
nporH@opMUpoBaHa 00 3TOM B XOle peanu3aunu 3¢-
(eKTUBHOTO BpaueOHOIO NeHCTBUS.

JIst MeauKO-3TUYECKOi MpOo(PUIAKTUKU 3TOTO Je-
dexra crneumaaucTbl oOpallalT 0cob0oe BHUMaHUE
JKEHIIIMHBI HA HEIOMYIIIEHUE KyPeHUSI, KOTOPOE TTOMU-
MO TIPOYETO 3HAUYUTEIbHO BAUSIET Ha BeC II0Na, YTPO3y
BBIKU/IBIIIA U JPYTUE CEPbe3HBbIE OCIOXHEHUs . KeH-
IIMHA JOJKHA OBITh MpeaymnpexkaeHa, 4To PUCK pas-
BUTHSI 3TOrO AeeKTa MpU CIeAyolleil 6epeMeHHOCTH
COCTaBJISIET OKOJIO 5%.

Cystic Fibrosis. [To nanasim Kerem B., Cunningham
J.C., Taussing L.M. Haston C.K. , Hudson T.J., Gilljam
M., Liaschko A., Koren G., Drum M.L., Egan M.E. aToT
nedeKT ObLT BBISIBJICH TOJIbKO B 1989 romay u ¢ 3T0ro Mo-
MEHTa POLUTENSM, UMEIOLIUM 3TOT Ae(PEKT PEKOMEH-
IyeTcs TPOBOMMTH CICIIMAIU3UPOBAHHBIN CKPUHUHT
tecT pebenka. Cerogus B CILA okono 30,000 gereii u
B3POCJIBIX UMEIOT 3TOT Ne(EKT Pa3BUTHUSI, KOTOPBIH MO-
paxaert, IpexIe BCero, CUCTeMy IbixaHus. Yale Bcero
OH BcTpevaeTcs y npencrasureneii Kaskasa. Ponurenu
JIOJDKHBI OBITH TIPEAYNpPEeXIeHBI, YTO NETH, UMEIOIIne
3TOT Ae(eKT C CAMOTO POXKACHUSI ITOIBEPKEHBI YaCThIM
pecrupaTopHbIM 3a00eBaHUSIM (OPOHXUTHI, THEBMO-
HUS BbI3bIBaeMble, OakTepueit Pseudomonas aerugi-
nosa), HEAOCTATOYHOCTBHIO Ha BIOXE, ClIa0ble CIIOCo0-
HOCTHU K pOCTY (IIPY XOPOIIIEM arreTuTe).

OkoJ10 15-20 % HOBOPOXICHHBIX C 3TUM Ae(HEKTOM
pa3BUTUSA UMEIOT meconium ileus. Pogurenn momKHbBI
3HATb, YTO PaHHEE BHISIBIICHUE U JICYCHUE 3TOTO AeheK-
Ta MOCJIe POXICHMST OKa3bIBAIOT MMO3UTUBHOE BIUSHUE
Ha najibHeiee pa3Butue pedeHka. Kaxnbiii pedeHOK,
pOIMUTENN KOTOPOTO MOpPaXKeHbI 3TUM Ie(EeKTOM HMe-
eT 25% 1aHC MOoJy4YUTh €ro IO HAcJIeNCTBY Ha 3TaIle
BHYTpUYTpOOHOTro pa3Butusi. CrielMagbHBI TpeHa-
TaJbHBII TECT MOXET MOMOYb BBISIBUTH 3TOT Ae(PeKT
pa3Butusa mwioga. OMHAKO MHOTHE KEHIIWHBI C 3TUM
ne(eKTOM CIOCOOHBI JaTh 3IOPOBOE IMOTOMCTBO, HO
OHM JOJIKHBI 00s13aTeJIbHO KOHCYIBTUPOBATHCS CO CIIe-
LIMAJIMCTOM Ha 3Tare TUIAaHUPOBAHMSI CBOEit OepeMeH-
HOCTH.

DetalibHblii  AJTKOTOJIbHBIA CHHApPOM. JKeHIMHA, B
0COOEHHOCTU HEPaBHOMYIITHO OTHOCSIIASCS K CITUPT-
HOMY (M 3TO MOATBEPXKIAIOT B cBouX Tpyaax Sokol R.J.,
Bertrand J, Kesmodel U, Day N.L., Sood B., Streissguth
A.P., Little R.E., Meek JY. R.H. Carmona ap.), nomkHa
OBITH CTPOTO TIPENyIpeXacHa BpayoM O TOM, UTO IPU-
€M aJIKOTOJIsI BO BpeMsI BbIHAIIIMBAHUS OepeMEHHOCTHU
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MOXET MPUBECTH K (DM3MUYECKUM 1 MEHTaJIbHBIM Je-
dexraMm pasButus. Eii TpeOyeTcsl IpUBECTU CTATUCTH-
YyecKue JaHHBIE O TOM, YTO, K ITpuMepy, ToJbko B CIIIA
exxerogHo 10 40.000 meteit poxkpaeTcs ¢ pa3TUYHBIMU
nedekTaMu pa3BUTUS MMEHHO IO 3TOil NMpUYMHE, a
TakKe MPEeIOKUTh IMporpaMMy O00pbObI C 3TOM Bpel-
HOI IPUBBIYKOM.

ITo pesynbraTaM IPOBEACHHBIX CIIEIUATU3UPOBAH-
HBIX KCCIIEIOBAaHUI U3BECTHO, 4TO 10 13% amepukaH-
CKMX KCHILIMH YIOTPEOJISIOT aJIKOTOJIb B TIEPUOI BbI-
HalllMBaHUSI OepeMEeHHOCTU (M3 HUX 3% IMPUHUMAIOT
aJIKoroJib 10 5-7 pa3 B Hedeno). B 1ienom deTanbHbII
aJIKOTOJIBHBII CUHIPOM CITOCOOCTBYET CHUKEHUIO Beca
miofga (Bec mpu poxnaeHuu MeHee 2,200 Kr), CHUXKe-
HUIO CPOKOB BBIHAIIIMBaHUS OepeMeHHOCTU. JlaTcKoe
nccaenoBaHue B 9Toit obmactu B 2002 roay moxasano,
YTO XEHIIUHBI YITOTPEOISIONIMe aJKOroab ISITh U 00-
Jiee pa3 B HEIe 0 UMEIOT PACOJOXKEHHOCTh K paHHUM
pomaM Topasno OOJbBIIYI0, YeM KCHIIMHBI, KOTOpbIE
yOOTPeOJISTIOT aJIKOToJIb MEHee OHOTO pa3a B HEIEIO.

Fragile X Syndrome ITo orienkam Sherman S., Verkerk
A.J., McConkie-Rosell A. 3TOoT BpoXaeHHBIN neheKT
pasButusg Habmonaercsa y 1 u3 4000 MmanpumukoB Uy 1
13 8000 ponuBIIMXCS IeBOYEK, MMEIOIIMX OTHOIIIEHUE
KO BCEM pacaM M 3THUYECKMM TpYIIaM. DTO TeHEeTH-
YEeCKOE pacCTPOMCTBO MMEET HACICACTBEHHBIN XapakK-
Tep. Pomutent mOMKHBI OBITH MPEIYNPEKACHBI, UYTO
JIeTH yHacJeIOBaBIINE 3TOT MOPOK PAa3BUTUS MMEIOT
OTCTaBaHU B yuyebe, Mpo0IeMbl MOBeAeHUS (B YaCTHO-
CTU B KOHLIEHTpALMM BHUMAHUS), TPYIHOCTU B OCBOE-
HUU Pa3IMYHBIX TTOBEACHYECKUX HABBIKOB, ITPOOJIEMBI
peuH, MOBBIIICHHYIO UyBCTBUTEIBHOCTh K CBETY, 3BY-
KaM, IPUKOCHOBEHUSIM, a KpOME TOTO MPoOaeMbl (hu-
3UYECKOTro Xapakrepa (YIJIMHEHHOE, Y3KOe JIU1I0, 00Ib-
LK€ YIIIH, Ype3MEePHO TUOKME Mayblia U T.1.).

Bce nepeuncieHHbIe OTKIIOHEHUS TPEOYIOT 0COOO0T0
MOpPaJIbHO —3TUYECKOTO IOIX0Ia CO CTOPOHBI POIUTE-
JIeH U, IpeXIe BCero, MaTepy peOeHKa.

B 1991 rony B pe3synbrare MpoBeIeHHOIO HAyYHOTO
HCCIIEIOBAaHMS OBLIIO TOKA3aHO, YTO 3TOT Ae(EKT BbI-
3pIBaeTcs MyTanueit reHa-FMR-1, pacrionoxeHHoro B
X-xpomocome. DddexkTuBHOE BpaueOHOE AciicTBUE B
OTHOILIIEHUHU 3TOTO AedeKTa TOJLKHO IpenycMaTpuBaTh
MPEayIpPeKaeHUe O TOM, YTO B3POCJIbIC JIIOAU, UMEIO-
IIME 3TOT BPOXACHHBIN AedEeKT TOKHBI 00sI3aTeIbHO
KOHCYJIBTUPOBAThLCS y CIIeIIMAIMCTa HaKaHYHE TTPUHSI-
TUS PEIICHUS O 3aYaTUM peOeHKa 1 UTO B MEePUO BbI-
HaIlMBaHUSI O0€PEeMEHHOCTH KOHTPOJb BO3MOXKHOCTHU
pPa3BUTHUS 3TOTO Ae(eKTa OCYIIECTBISECTCS C TIOMOIIBIO
CHelMaJbHOTO MpeHaTaJbHOTO TecTa (amniocentesis,
chorionic villus sampling).

JedexTbl reHeTaabHOro xapakrepa u aed)eKTbl ypu-
HapHoro TpakTa. [To onienkam Bernstein J, Fausto-Ster-
ling A, Hendricks M., Thomas D.F.M. st nedexrsl
KacaroTcsl OpraHOB, KOTOPBIE OTBEYAIOT 3a (hOopMUpOBa-
HUE YpUHBI, (DYHKIIMOHMPOBAHUE YPETPhl U Pa3BUTHE
JKEHCKHUX U MYKCKHUX TTOJIOBBIX OPTaHOB.
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KeHmyHa, npu HeEOOXOOUMOCTH, HOJKHA OBITh
MpeayIpexneHa, YTo BepOSITHOCTb HAIMIMST ITUX pac-
npocTpaHeHHbIX AedekToB cocraBisgeT 1 : 10.. bomb-
IIMTHCTBO U3 3TUX Ae(PEKTOB MOXHO TMAarHOCTUPOBATh
Kak B XOJI¢ BRIHAIIMBAaHUsI 0EPEMEHHOCTH, TaK M MOCJIe
poXIeHus pebeHKa ¢ TIOMOIIbIO CIIeINAIM3UPOBAHHO-
'O YJIETPa3BYKOBOT'O MCCIICIOBAHUSI.

Cunnpom Mapdana. ComnacHo uccienoBaHusm Judge
D.P., Dietz H.C., Gott V.l., Meijboom L.J., Lee B. Orot
BPOXICHHBINA Ie(PEKT BHI3bIBACTCSI TEHETUYECKUM pac-
crpoiictBoM. ZKeHIIIMHA JTOJKHA 3HATh, B ClIydyae HeoO0-
XOIUMOCTH, 4TO ACTH, CTPamalollre 3TUM Ie(eKToM,
UMEIOT CUMIITOMBI OOJIE3HU cepilia, KPOBEHOCHBIX CO-
CyloB, a3 u T.a. Horma moMmumMo 3Toro HaOIroaaloTCsI
MOpaXkeHUs JIETKUX ¥ KOXKHBIX [TIOKPOBOB. DTOT CUHAPOM
He 3aJeBacT MHTE/UIEKTYaJIbHBIX CIIOCOOHOCTE! pebeH-
Ka. Ilpr3HaKy 3TOro CMHIpPOMa MOTYT MPHUCYTCTBOBATh
YK€ TIPU POXKISHUU WIM MIPOSIBUTCSI B CTapIlieM BO3pac-
te. Bpaun CIIIA xopoiio 3HaiT, 4YTo cuHApoM Map-
¢ana nopaxaet ogHoro u3 5000 HoBopoXXIAeHHBIX. OH
HabJIomaeTcsl y JIMIl 000€ero Iojia B He3aBUCMMOCTU OT
pachl ¥ 3THUYECKOI TPYMIIbl ¥ ObUI OTKPHIT elie B 1896
rony, IMoJIy4YuB Ha3BaHUE B UECTh CBOETO MEPBOOTKPhIBA-
tenst AHTonun MapgaHna, (1a1 nepBoe HaydHOE Omca-
HUE CKeJISTHBIX HapyIllIeHU# y 5-eTHeit neBoukn). Jletu
C OTUM CHHIPOMOM HMMEIOT HEHOPMAJIbHO BBITSHYTHIC
KOHEUYHOCTHU, YIUTMHEHHOE Y3KO0€ JIUIIO U 3yObl, IIOABEP-
JKEHHbIE MHOXXECTBEHHOMY Kapuecy. 2ZKeHIIMHa JoKHA
3HATh, UTO 3TOT Je(eKT e€ pebeHKa TpedyeT obsi3aTelb-
HOTO TIIATEIBHOTO OCMOTpa IJIsI OIpeneeHUsT COCTOsI-
HUS (PUBUIECKOTO pa3BUTHSI, Pa3BUTHS IIa3, CEPACUYHO
- COCYIHMCTOM CUCTEMBI, HACJIEICTBEHHOCTH.

KeHIirHa 10KHa OBITH B KypCe, YTO TSI 3TOTO MPU-
MEHSIIOTCS pa3IUYHbIe TEHETUYECKIE TECThI U UCCIIEI0-
BaHMS C IOMOIIbIO MAaTHUTHO-PE30HAHCHOI'O TOMOIpa-
¢a. Bpau goikeH MMeTh JaHHBIE O TOM, UTO 25% nereit
¢ TakuM JedeKTOM MMEIOT CIopaaudeckylo ¢Ghopmy
cuHapoMma MapdaHa. DTo 03HAYaET, YTO OHU TOABEP-
JKeHBI MyTalIUSIM TEHOB B KJIETKaX CIIEPMbI U SIMYHUKA.
Ponutenu He mMerIIMe 3TOr0 CUHAPOMA C POKICHUS
U TI0 JIMHUU CBOUX POIUTENICI MPU IJIAaHUPOBAHUU 3a-
yaTUsl BTOPOTO pedeHKa (ecIu MmepBblii peOeHOK NMEeT
cuHIpoM MapdaHa) AOJKHBI 00s13aT€IbHO ITPOKOH-
CYJIBTUPOBATHLCSA Y CIICIIMATIMCTa TeHETUKa.

Kenmuna, umeromas cuHapom Mapdana, u, xe-
JIafoIiasi poauTh pebeHKa MOKHA 3HATh, YTO BEPOSIT-
HOCTh POXICHUS €10 pebeHKa ¢ 3TUM Ae(eKToOM pas-
BUTHS cocTaBiisieT 50% B Xoze Kax1oii 6epeMeHHOCTH.
Kpome Toro, crpecc BoO BpeMsl pOIOB MOXET CIIPOBO-
LIMPOBaTh Y Hee MPOoOIEeMBI C aOPTOI, TeM OoJee, ecliu
OHa JI0 POIIOB YXKe uMesa 3T Ipoosiemsl. Kak mpasuio,
XKeHIIMHa ¢ CUHApoMoM MapdaHa nojkHa Tepen 3a-
yaTueM peOeHKa MPOKOHCYIBTUPOBATLCA Y KapaAuoJo-
ra 1 o0CyIuTh BOIIPOCHI CBSI3aHHBIE C 0€30ITaCHOCTHIO
ee 310poBbsl. Kapnuosor mpu 3ToM N0KEeH Ha3HAYUTh
aXoKapauorpaduyeckoe HcCaeIOBaHUE IJIsS BbISIBIC-
HUS pa3MepOB aOPTHI.

B nmomomHeHue K cKa3aHHOMY HaJ0 OTMETUTb, UTO
TaKue KOHCYJbTallUU C KapIuOJOroM HEOOXONUMO pe-
KOMEHIIOBATh KCHILMHE Ha PETyIsIpHOIl OCHOBE.

Ha ceronHsmHmii 1eHb He CYIIECTBYET AeCTBEHHBIX
Mep npeaoTBpauieHust cuHapoma Mapdana. Bmecre ¢
TEeM paHHsISI IMarHOCTUKA MOXET ITOMOYb B IIPEIOTBpa-
IIEHUU CEPbE3HBIX OCIOXHEHUI.

B mocnenHue necsaTunaeTUST yYeHble T€HETUKM BbI-
sBwm 6ojee 500 MyTanuii cielnduIecKux reHoB, OT-
BETCTBEHHBIX 32 Pa3BUTHE ITOTO neheKTa pa3BUTHSI.

HedexTn cryxoBoro ammapata. ITo onienkam Rifnuis
J xaxnpriit ron B CILA poxnaercs okono 12,000 gereii
¢ 3TUMHU AedeKTaMu Pa3BUTHUSI, KOTOPbIE MMEIOT KakK
TeHEeTUYECKYI0, TaK U He TeHeTHYeCKylo IpuuuHy. He
TreHeTUYecKass IpUYMHA OOYCIIOBJeHa OOJE3HSIMU U
TpaBMaMM, KOTOpble HaOI0Aa0TCs Y Oyaylueil Mmatepu
0 HACTYIUICHUSI OEPEMEHHOCTH U B XOJI€ BhIHAIIIMBA-
Hug rioga. OnHako, ciaeayeT OTMETUTh, 4To 10 90%
NETEN POXIAKTCA OT POAUTENCH, HE MMEIOLIUX 3TUX
npobneMm. ['eHeTnueckuit hakTop cpadaThIBaeT TOJBKO
B 30% ciyuaes.

IIpy He reHeTHMyecKoil mpupode 3TOro naedekra
OIPOMHOE 3HAYeHUE yAeIISIeTCs IepeHECEHHBIM 3a00J1¢e-
BaHUSIM B niepuon 6epemeHHocTH (rubella, cytomegalo-
virus, toxoplasmosis, Herpes, Siphilis, mpexneBpemMeH-
HbIe ponbl).B 3Toii ¢BsI3U Bpau AOJKEH 00s13aTeNIbHO
yKa3aThb XeHIIMHEe Ha HEOOXOMUMOCTh 0beperath cebst
OT 3TUX 3200JeBaHU U KOHTPOJUPOBATD X MPHU Kaxk-
JIOM TIOCEIIEHUH XKEeHIITUHBI CBOETO Bpaya.

Neurofibromatoses. Ilo oueHkamM aMepUKaHCKUX
YUYEHBIX 3TOT BPOXACHHBIN AeeKT pa3BUTUS BCTpeya-
erca He foctatouHo vacto (1: 40.000).

DTOT AedeKT SABIIETCS] TeHETUYECKUM pPacCTpOii-
CTBOM IIOpakaloluM HEPBHYIO CUCTeMY peOeHKa (BbI-
paXeH B pOCTe HE ONacHBbIX HOBOOOpa30BaHUIA BOOIb
HepBHBIX okoH4YaHwuii). [To manHbpiM HamumoHaabHOTO
uHcTuTyTa 310poBbs CIIA nedekt mpossisgeTcs Kak
BHEIIIHE, TaK W IMOopaxkaeT BHYTPEHHME OPTaHbl U CH-
cTeMbl pebeHKa: «CJIOHOBas OO0JIe3Hb», IOPaXKEHUS
KOXU 1A (YTO BBI3BIBAET CTPECC Y IeBOYEK (DEPTUIIb-
HOTO BO3pacTa), HEKOTOpbIe JETU MMEIOT OTCTaBaHUS
B OOIIIEM pa3BUTUU, MPOOJEMBI peuM, UMEIOT TUIIEP-
PaKTUBHOCTD C POXKIEHUSI, 8 HEKOTOPHIE MallUeHThI 00-
JIaJaoT OOJBIIMMU pa3MepaMu TOJIOBBI (UTO B ITpOYEM
He SIBJISIETCSI IPUYMHOMN Pa3IMUHBIX TOMOJTHUTEIbHBIX
OTKJIOHEHMI1 3M0pOBbs), 1% pereil ¢ 3TUM nedeKkToM
cTpanaiot pubpomamu.

ZKeH1Ha J0JKHA TIPENCTaBIsATh cede, YTO Crelu-
aJbHbIe TEeHETUYECKUE TECThl MOTYT ITOMOYb BBISIBUTh
9TOT MOPOK PA3BUTHUS IO POXKICHMS PeOCHKA U TTIOMO-
raloT el MPUHSITb CBOEBPEMEHHO COOTBETCTBYIOIIEE
peleHue.

RH-60ne3nb. ITo nmanueiMm Mari G, Queenan J.T.
Bianchi D.W., Moise K.J., Oepkes D. u np. 6o1e3H1n
pesyc-¢akTopa UMEIOT MECTO, KakK y IIoga, TaK U y
HOBOPOXICHHBIX U CBSI3aHBI C HECOBMECTUMOCTBIO T10-
KaszaTeseil KpoBU MaTepu U pedeHka. Bpau, ocyiect-
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BIISITOIINI 3 (PEeKTUBHOE BpaueOHOE NeiiCTBUE JOJIKEH
3HATb, YTO 3TOT Ae(EKT CBI3aH C pa3pylIeHUEM KIETOK
KpacHBIX KPOBSIHBIX Tejell KpoBu Iiona. bes obecme-
YeHMS JICYCHUSI TUIoNa B 3TOM CUTyallUM OH OOpEeYeH.
B mnepuon HOBOpPOXIEHHOCTU OOJIE3HL IIPOSIBIISIET-
cs BUIE TIOXEITCHUSI KOXHBIX MOKPOBOB U TJIA3HOTO
s10JI0Ka, aHEeMUel, HapylIeHUsIMA MO3TOBOTO KPOBOO-
OpalleHusI, CepaeYHONM HENOCTaTOYHOCTU M YacToO 3a-
BepIlIAeTCsl JeTaJbHBIM MCXONOM. EXXeromHo ToJbKO
B CIIA poxnaerca 16.000 geteit ¢ aTum 3abojeBa-
HueM. C 1968 rona HalineH 3 (GeKTUBHBIIA METOJ Jie-
YeHUs 3TOM 00JIE3HU U €€ TIPEeIOTBPaIleHUS C TOMO-
mpio RH —uMmyHormo6yauna (Rhlg). [Iist KoHTposs
COCTOSTHUSI TIJI07a B OTHOIIICHUH 3TOI0 HEAyTa XKeHIIM-
He He0O0XOIUMO PEKOMEHI0BATh IPOITH CIIelIMaTbHbII
TecT (TIOBTOpSIETCS B TedeHUU 2-X Henenb).. Kpome
TOro, B HEeKOTOphIX MeauunHckux neHTpax CIIIA Ha-
yaTo MPOBEACHUE YJIBTPa3BYKOBBIX IOILIEP HCCIeI0Ba-
HUIi, KOTOPBIE TOKA3bIBAIOT Pa3BUTHE aHEMUHU Y TIJIOMA.
DTOT TECT OCHOBAH Ha U3MEPEHUM CKOPOCTU KPOBOTO-
Ka B TOJIOBHOM 4acCTH TUIO/A.

Marp noKHa MMETh IIPEeNCTaBIeHUE O TOM, UYTO
Ion, y Kotoporo passuiach aHeMust (10%) moxer
OBITh MOABEPTHYT JICYSHUIO C TIOMOILIBIO CIIELIMAIEHOIO
MeTona dotorepanuu. Kpome toro, B CIIIA, HaunHas
¢ 18 Hemenb OGEpeMEHHOCTH, TTPOBOISIT TpaHCHY3UU B
HHTEepecax JiedeHMsl Tuioga. HeoOXomumo OTMETUTb,
9TO 110 JaHHBIM crienmanucToB CILIA KpoBb 11t TpaHe-
¢y3un nomKHa BHUMATEJIbHO MPOBEPSITCS HA HAJTW4Me
CITOA v TenaTUTOB pa3IMYHON 3TUOJIOTUU. .

Thalassemia. [To manneiMm Cohen A.R., Rund D.,
Rachmilewitz E. Schrier S. u np. Tanaccemust siBnsi-
eTcs OOILIMM Ha3BaHUEM lIeJION TPYyMIlbl 3a00JeBaHUit
KpoBu. OHM BKJIIOYAIOT HapylLIeHUsT BHIPAOOTKU reMo-
IJTJOOMHA — KPACHBIX KPOBSIHBIX TeJIell OTBETCTBEHHBIX
3a TepeHoc Kuciopoaa (mpoTtenHsl ajabda 1 0eta Iio-
6uHa). UHauBUIyyMBbl, UMEIOLIME 3TOT BPOXKICHHDII
IMOPOK pPa3BUTHUS HE BBIPA0ATHIBAIOT 3TU IPOTEHMHBI B
JIOCTaTOYHOM KOJIMYECTBE, YTO HE CIOCOOCTBYET He-
00XOIMMOMY HACBHIILIEHUIO KPOBU KHUCIOpomoM. Bpau
JIOJDKEH 3HATh, YTO MCXOMS M3 3TOTO, CYIIECTBYIOT IBa
IJIJaBHBIX BUA TajacCeMUU: aib(da TajaccemMus u 6era
tanacceMus. [lanneHTsl ¢ anbda TajacceMueil He BbI-
pabdaThIBaIOT HEOOXOIMMOTO KOJMUECTBA alb(a-raoou-
Ha, a TALIMEHTHI ¢ OeTa TajJacceMHueil COOTBETCTBEHHO
HE BbBIpa0aTHIBAIOT HYXXHOTO KOJWYECTBa OeTa-Ijo-
6uHa. Bmecrte ¢ TeM, CylIECTBYIOT pa3InyHbie (DOPMBbI
anbda u 0eTa TaTacCeMUU.

B cootBetrcTBUU ¢ maHHBIMM HalimoHanabHOI aka-
nemuun Hayk CIIIA B mMupe exXerogHo poxaaloTcs OO
100 000 peTeit ¢ TUMU BUIAMU BPOXIESHHBIX ITOPOKOB
pasButusa. Hanbonee pacmpocTpaHeHbl 3TU aHOMAIUKU
B Urtanuu, I'peuun, Cpennem Bocroke, FOxxHO# A3uu
" B Appuxke.

Bpau gomkeH uMeTh CBEIEHUS O TOM, YTO CYIIECTBY-
€T ISTh OCHOBHBIX TUIIOB ajib(da TajlacCeMUU, KOTOPhIe
yale BCTpevawoTcs y npeactaButeneid KOxHoit Asum,
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Wunuu, oxuHoro Kurasi, Cpennero Boctoka u Adpu-
ku. MMeercst yeThipe TeHa, KOTOPbIe KOHTPOJIUPYIOT
MPOM3BOICTBO anb(a-rIodoMHa M B 3aBUCUMOCTU OT
MOTEPU ITUX F€HOB MIPU 3aKJIaJKe OpraHMU3Ma, a TaKxKe
NP UX HEeIPaBUJIbHOM (POPMUPOBAHUU B XOIE Pa3BU-
THSI TUIOAA TIPOMCXOIUT Pa3BUTHE JAHHOTO BPOXKIEHHO-
ro gedexra.

C npyroii CTOpOHBI BCTpEYaeTCsI TP OCHOBHBIX (hOp-
MbI OeTa-TajsacCeMUM, KOTOPBIE IO Pa3HOMY BIMSIIOT Ha
3I0pPOBbE ueloBeKa. Yaire Bcero OHU MPOSIBISIOTCS Y
npenctasuteneii [peuun, Mtanun, CpenHero Bocroka,
IOxxHoI A3uu, 1oxxHoro Kurast, u Appuku.

Tay-Sachs (Sandhoff). Ilo manHeiM Desnick
R,Kaback M, Patterson M.C., Johnson W.G. 310 Bpox-
JIIeHHOe 3a00JieBaHNe LICHTPaJIbHOI HEPBHOM CUCTEMBI,
BBI3BAaHHOE MyTallMell Ha TeHeTMYecKOM ypoBHe. OHO
CIIOCOOHO HE TOJILKO MPUBECTU K Pa3BUTHIO Ac(eKTa,
HO U K JIETaJTbHOMY MCXOY.

Bpau ocymectBasionuii apekTuBHOE BpaueOHOE
NIECTBUE MOJKEH XOpOILIO cede MpeacTaBisiTh, 4TO
JIETU C 3TUM BPOXIEHHBIM e(hEeKTOM pa3BUTHUS C Ca-
MOTO POXIEHUS BBIISIASAT aOCOJIIOTHO 3MOPOBBIMU U
B T€YCHME MEPBBIX MECSIIEB MOCIe POXICHUS U BPOIe
OBl YCIIEIITHO Pa3BUBAIOTCS, OMHAKO HaYMHAs C IIIECTO-
ro Mecsilia XU3HU AeDEeKT HauMHAeT Pe3KO MPOSIBISATh
CBOM CUMIITOMBI (ITapajind, CIenoTa, JIeTaaIbHbII UCXOT
K TISITOMY Tofy XWU3HHU). Takoe HeraTUBHOE pa3BUTHUE
CUTYallUU TPEOYeT OT Bpaua Cepbe3HO MOPAIbHO-3TH -
YeCKOil pabOThI C POIUTENSIMU peOeHKa.

MozkeT a1 3TOT Ae(EeKT ObITh BBISIBJICH Ha 3Tarlie BbI-
HaIlIMBaHMS 1012 ?

AMepUKaHCKHE yYeHBIe OTBEYAIOT Ha 3TOT BOIIPOC
yIBepauteabHo. ChneluaibHbIi IpeHaTadbHBIA TeCT
-CVS no3Bounser BuIsIBUTH AedeKT Ha 15-20 Henmene Oe-
pemeHHOCTH. [1pu 3TOM MpoOBOAUTCS ITyHKIIMS IJIALICH-
TBI, KOTOpAasi COAEPKaT B CBOEM COCTaBe KJIETKHM IUIOMA.
B amMepukaHCKOIi HaydHOI JMTEpaType BCTpPEUaroTCs
MPUMEPHI YCIIEIITHOTO TeCTUPOBAHMS 3TOTO BUAA BPOXK-
neHHoro nopoka Ha 10-12 Henensix 6epeMeHHOCTH. DTO
00CTOSITEILCTBO Bpay MOJIKEH MCIOJb30BaTh IS CBO-
€BpPEMEHHOI0 MH(MOPMUPOBAHUS XEHIIMHBI B LIESX
MPUHSITHUS €10 MPaBUIBHOTO PEIIeHUS.

Spina Bifida. ITo ouenkam Mitchell L.E. Mendoza
S.A., Jallo G.1. Luthy D.A. Bennet K.A. u 1p.3T0 BpOX-
JNEHHBIN TOPOK Pa3BUTHUsI OTHOCUTCS K IpyrIie Haubo-
Jiee 4acTO BCTPEYAIOIINXCs MOPOKOB, KOTOPHIA Iopa-
JKAeT FOJIOBHOM U CITUHHOW MO3T.

B CIIIA sToT mopok pa3BUTHS €KerogHO HabIona-
erca y okosio 1300 HoBopoxXneHHbBIX. BeTpeuarores Tpu
¢dopmnl aToro mopoka: Occulta, Meningocele, Myclo-
meningocele. [TpnunHa ero mosiBjaeHUs HayKe 10 KOHIIA
He M3BEeCTHA. YUeHbIe 110JIaraiT, UTO Ha ero MOsIBICHUE
BIMSIIOT KaK T€HEeTUYECKUEe MPUYMHBI, TaK U HETaTHUB-
Hble (haKTOPBI OKpYyKawliei cpeabl. Bmecre ¢ Tem 95%
JIeTeil poXImallIuecs C 3TUM IIOPOKOM DPa3BUTUSL HE
MMEIOT OTSTOIIEHHOTO aHaMHe3a y uxX poauteneiil. Ta-
KUM 00pa3oM, XKEHIIMHA TOLKHA 3HATh, YTO MPAKTH-
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YEeCcKHM J1100ast ceMbsI UMEET PUCK poXAeHUs pedeHKa C
STHUM MOPOKOM pa3BuTus. B ciiyyae eciiv onyH U3 poau-
TeJIell UMEET 3TOT IOPOK Pa3BUTHSI, TO PUCK POXKICHMS
pebeHKa ¢ 3TUM MopokoMm coctasisieT 10 4%. Ecnu ke
oba ponutesss UMEIOT TaKOM BPOXIEHHBIM MOpPOK, TO
BEPOSITHOCTb POXICHUSI peOEHKA C 3TUM Ke ITOPOKOM
cocranisieT 10 10%. Kpome Toro, B Hay4yHOU JuTepa-
type CIIIA oTMmeuaercsl, YTO BEPOSITHOCTb POXICHUS
pebGeHKa ¢ 3TUM AMArHO30M ropas3io BBIILIE Y XEHIIWH
C HEKOHTponupyemoit popmoii nuaderta. DToT hakTop
Bpau OCYIIECTBISIOMUI 3(p(peKTUBHbIE BpauyeOHbIC
JIECTBUS IOJIKEH 00513aTe/IbHO YYUThIBATh IIPU OKa3a-
HUHU MOMOIIM XEHIIWHEe Ha 3Tare IJIaHMpOBaHUS Oe-
PEMEHHOCTH.

DTOT MOPOK 3a4acTyl0 COYETACTCSI C TAKMMM MeIu-
LIMHCKMMMU Tpobsemamu Kak: Hydrocephalus (70-90%),
paccTporiCTBA MOYEHUCITYCKATEIbHOM CUCTEMBI, JIATEKC-
Has ayuteprust (73%), HapylleHUsI UHTEUIEKTYaJIbHOIO
nopsiaka (80%).

[IpakTuka pomoBcriomoxeHust B CIIIA mokasbiBaer,
YTO JUISI MEAUKO-3TUYECKOM pOGUIAKTUKM ITOTO Je-
(bexTa MOXET YCIEIIHO MPUMEHSIThCS MpOorpaMma Iio
MPUMEHEHUIO XXKEHIINHOM (ponmeBoii KuciaoTel. Kpome
Toro, ormevaetcs, yto B CIIIA ycrienrHo 3apeKoMeH10-
BaJl ce0s1 CKpMHUHT T€CT Ha 3TOT BUJI [IOPOKA Pa3BUTHUSL.
OH BKJIIOYAET YJIBTPa3ByKOBOE UCCICAOBAHUE U CIICIIU -
aJbHBIM aHaMU3 KpoBU (HcCCaenyoTcs 4 cyOcTaHILIMU
KpoBu MaTepu). B ciydyae monydyeHUs] TO3UTUBHOTO
pe3yJibraTta CKPMHUHI-TECTa POAUTENISIM CIIEAyeT PeKO-
MEHI0BaTh HA0JIIOJCHYE U POJIbI B YCIIOBUSIX CITCLIMAIIM-
3MPOBAHHOIO MEIULIMHCKOTO YUPEXKICHMUS.

K cerogusmnemy nHio B CIIIA 6onee 300 ngereii ¢
MOJIOXUTEIbHBIMU pe3yJbTaTaMi CKPMHUHI-TECTa, MO-
cjie ToNydeHUs] MH(MOPMMPOBAHHOIO COIIACUS JKEH-
LIMHbI OBUIM ITOABEPTHYTHI 3KCIIEPUMEHTAILHOMY MIpe-
HaTaJbHOMY XUPYPrMUECKOMY JICYECHUIO IO MOMEHTa
poxaeHus pebeHKa. DTU MOMBITKA OCHOBBIBAIOTCS Ha
TOM, UTO TaKO€ BMEIIATEILCTBO Ha aTamne 19-25 Henenb
0epeMEHHOCTU MOXET CIIOCOOCTBOBATh MpPeaoTBpallle-
HMIO ITapajnya ¥ MHBIX OCJIOXXKHEHUI MOCTIe POXKICHMS
pebdeHKa ¢ MogoOHBIM Ae(EeKTOM pa3BUTHS. DTU OTiepa-
1 B CIHIA BeimosHsior: JleTckuii neHTp B ®uitaaeinb-
¢uu, B MemnurHCKoOM LieHTpe KanudopHuiickoro yHu-
Bepcuteta B CaH @paHILIMCKO, B MEIULIMHCKOM LIEHTpE
Bannepounrckoro yHuBepcutera (mt. TeHHecu), rae
XOPOILLIO IMOCTaBJIeHA 3TUYECKasl SKCIIEPTHU3a MOT0OHbBIX
BMEILIATEILCTB Y IIPOBOAUTCS YCIEIIHAS MEIUKO-ITH-
gyeckast paboTa ¢ pOIUTEISIMM.

Sickle Cell Disease. boie3Hb KpacHBIX KPOBSIHBIX
tenel. ITo ouenkam Charache S., Steinberg M.N., Ad-
ams R.J. Vichinsky E., Atweh G.F. ona xapakrtepusy-
eTcst OOJICBBIM CHUHIPOMOM, aHEMHUEW, Cepbe3HbIMU
MHOEKIUSIMU M TIOpaKeHUSIMU KM3HEHHO BaXKHBIX
OpraHoB. BOJBIIMHCTBO ciy4yaeB 3TOTo 3abojieBaHUS
BcTpevaercs B CIIIA y adpo-amepuKaHIiieB M UCITaHO-
amepukanien. (1:500). Kpome Toro, ato 3aboneBaHue
CBOIMCTBEHHO apabaM, IpeKaM, UTaJlbsHLIaM, TypKaM,

WHAUNIIAM, a TakKKe IPeACTaBUTEAsIM MajbTel U O.
Capnounus. Ecnu pooutenn MMeroT 3To 3a0ojieBaHue,
TO BEpPOSTHOCTb TOSIBJICHUSI Y HUX peOeHKa C 3TUM
BPOXIEHHBIM ITOPOKOM pasBuTUsl cocTasisier 50%.
Bwmecrte ¢ TeM, KeHIIIMHA, cTpagaolias 3Toil 001e3HbI0
MMEET TOBBIIICHHBIN PUCK MPEXIEBPEMEHHBIX POIOB
WIN POXIEHUS peOeHKa ¢ MaJIbIM BECOM M OHa JOJIKHA
OBITb CBOEBPEMEHHO IIPEAYIIPEXIeHA 00 9TOM.

Phenylketonuria (PKU). B CIIIA ¢ atum nedekTom
exxerogHo poxnaetcst 1 u3 14000 meteit. OH HabIOIA-
eTcs MPaKTUYECKU BO BCEX ITHMUECKMX TpyIrax, HO
yalle BCero oTMeuaeTcst y npeacrasurteneit CeBepHoit
EBpornbl, Ucriannu 1 A3uu, a Takke y appoaMepuKaH-
ax.

Bpau momkeH 3HaTh, YTO ACTU C OTUM BPOXIEH-
HBIM 1e(heKTOM HEe MOTYT B TOCTaTOUHOM KOJMYECTBE
cuHTe3upoBaTh phenylalanine- (pa3HOBUAHOCTL Oell-
Ka), KOTOPBI IMomagaeT B KPOBOTOK M OKa3bIBAeT CY-
IIECTBEHHOE BJIMSIHAE Ha PabOTy TOJOBHOTO MO3ra U
(opMUpoOBaHNe MEHTAJbHBIX CITTIOCOOHOCTE UeoBeKa.
KeHinHa q0KHA 3HATh, YTO 3TO 3a00JIeBaHUE UMEET
TEHETUYECKYIO IIPUPOTY.

Ha Bceii Tepputopun CIIIA mpoBoauTCsI TECTUPO-
BaHME Ha 3TOT BPOXIEHHBIN MOPOK pa3Butusi. biaro-
Japsi 1IIMPOKOM Pa3bsICHUTENIbHOU padoTe Bpayeu 3To
TECTUPOBAHUE SIBJISICTCS TIEPBBIM, OCYIIIECTBICHHBIM B
HalmoHanbHOM Maciutade. ITpoOGbI KpoBU JOCTaBIIsI-
I0TCS, KaK IPaBUJIO, M3 MEIMIIMHCKOTO YYPEXKICHUS
(B mepBbIe CYTKU MOCJE POXIACHUS peOeHKa) B Permuo-
HaJIbHYIO JJaOOpaTOPHUIO U MPU MOATBEPXKICHUN 3200-
JIEBaHMSI TIPOXOISIT MPOBEPKY Ha IPYIHe BPOXKICHHBIE
TMOPOKHU Pa3BUTHSI.

Ha cerogustimauit nenp B CIIIA yxke 3apeructpu-
poBaHo 0osee 3000 mereit, KOTOPBIM YCIIEIITHO MPOBE-
JIX JICYEHHUE 3TOT0 BPOXIEHHOIO 3aboyieBaHus. Takas
JKM3HEYTBEpXKIaoIIasl CTAaTUCTUKA MOXKET CIY>KUTh XO-
pOIIMM apryMeHTOM B Oecele Bpaya ¢ MaTepblo U Ha-
CTpauBaTh €€ Ha MO3UTHUBHBIN pe3yJbTaT IJIaHUPYeMO-
TO JICUCHUSI.

B nononHeHnu K ckazaHHOMY oTMeTUM, 4yTo B CIITA
(ukcupyloTcs u Ipyrue BpoxaeHHbIe 1e(eKThl pa3Bu-
THSI, KOTOPbIE UMEIOT ropas3no MEeHbIIIee pacIpocTpaHe-
HHUe (Bcero ux HacuutThiBaeTcs 18). K HUM oTHOCSTCS:

Albinism

Anencephaly

Arnold-Chiari malformation

CHARGE syndrome

Congenital adrenal hyperplasia

Craniosynostosis

DiGeorge syndrome

Hashimoto's syndrome (autoimmune thyroiditis)

Hypotonia

Klippel-Feil syndrome

Muscular dystrophy

Osteogenesis imperfecta

Progeria

Spinal muscular atrophy
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Tuberous sclerosis

Turner syndrome

Velocardiofacial syndrome

X-linked lymphoproliferative syndrome (Duncan
disease)

BbLIBOJbI 1 ITPAKTUYECKHUE
PEKOMEHIAIINN

Ha ocHoBaHUU BBIIIEU3IOKEHHOTO IIPEACTABIIS-
eTcsl 11eJecoo0pa3HbIM  (POPMUPOBAHME CHUCTEMHBIX
Mep TIEpBUYHON MEINKO-COLIMAIbHOM MPOGUIaKTUKU
pPOXIEHUs IeTeil ¢ MOpOKaMHU Pa3BUTUS Y KCHILIMH C
CEeMEIHBIMU aHOMAJIMSIMU PA3BUTHSL.

Kacasich coBepilieHCTBOBaHUS 3TOM cepe AesaTelIb-
HOCTU OTMETMM, 4TO B cBoe Bpems JI. bepramanopu
MPEIJIOXKUI KOHIEIIUIO «OTKPBITHIX CUCTEM», SIBJISIIO-
LIYIOCH 110 CYIIIECTBY YHUBEPCAIBHOM TEOPUEN OPTaHU -
3allMU B COIIMAJIbHBIX, OMOJIOTMYECKUX U IPYTUX KOM-
rieKkcax QyHKIIMOHUPOBAHUSI.

B 3T0i1 cBSI3M KOHCTaTUPYEM, YTO CIIy>K0a pOIOBCIIO-
MOXKEHUSI, Ha Halll B3I, SIBJISIETCS] aKTUBHOM, TUHA-
MUWYHOM, 1ieieHanpaBleHHOM, (DYHKIIMOHAIBbHOM, BbI-
COKO COLIMAJIbHOM, KOMIIJIEKCHOM CUCTEMOM, UMEIOILIEN
MEXXOTPACIEBOM XapakxkTep.

B 11es151X BO3MOXHOTO COBEPIIIEHCTBOBAHUS CUCTEMBI
MMepCOHUMUIIMPOBAHHOTO MEIUILIMHCKOIO KOHTPOJIS
B 00JIaCTM KOMILUIEKCHOM MEPBUYHOI TMPOGUIAKTUKUA
BPOXIEHHBIX MOPOKOB pa3putus 1ona (BITP) u om-
TUMU3ALUN MEIUKO-COLIMATbHBIX MEpPOMNPUSITUIl BO3-
MOXHO OMIPEISTIUTD CJASAYIOIINE COCTABIISIOIINE:

1.ITpuHIIUIIBI TTOCTPOCHUST MEIUKO-OPraHN3aIIuOH-
HBIX JIe4YeOHO-IMAarHOCTUYECKUX TEXHOJOTUI, CTPYK-
TYp U UX 3JIEMEHTOB;

2. JIoCTaTOYHOCTD CIeLIMAaIM3UPOBAHHBIX TTOApa3/Ie-
JIEHUH, TIOJTHOTY (hOPM U METONOB UX AeATeIbHOCTU (C
Y4ETOM OCHOBAHMI COLIMOJIOTUY MEIUIIMHBI);

3. Kputnueckue (pakTopbl U yCJIOBUS BO3HUKHOBE-
HUS OPraHU3aIMOHHBIX U MEIULIMHCKUX TEXHOJIOTUI B
o0I111Ieli ccTeMe OXpaHbl MATEPUHCTBA U IETCTBA;

4 Menuko-opraHu3allMOHHbIE OCOOEHHOCTH, KOTO-
pble MOTYT MOJYYUTh Pa3BUTHE B 00JACTH CUCTEMHOM
nepBuYHON Tpodunaktuku BITP;

5. IIpuHLUMIBI yIpaBieHus npoueccaMu (opMUpPO-
BaHMS HOBBIX IMOAXOI0B B cucTeMe 3 (EeKTUBHBIX Bpa-
4eOHBIX IEUCTBUIA;

6.0OCHOBHBIE MPU3HAKKU BO3MOXHOI 3aMEHBI CyIle-
CTBYIOIIIUX MEIUKO-OPTaHU3ALIMOHHBIX CTPYKTYD, TeX-
HOJIOTUM 1 UX SJIEMEHTOB;

7. OCHOBHBIE TIpU3HAKM BO3MOXKHOTO BHEIPEHUS
MHHOBALIMOHHBIX MEIMKO-OPraHMW3allMOHHBIX TEXHO-
JIOTUIi C yUeTOM MOpPaJIbHO-3TUYECKOTO (hakTOpa;

8. IlepeyeHb MEOVMKO-OPTaHU3ALMOHHBIX TEXHOJO-
Ui, KOTOPbIE BOZMOXHO OYyIyT MPUMEHSITHCSI B OT/Aa-
JIEHHO# nepcriekTrBe (K 2025 rony).

BaxHeim KputepreM COBEPIIIEHCTBOBAHUS CH-
CTeMbl MEIMKO-COLIMaNbHON Tipodunaktuku BITP

CEYEHOBCKUWM BECTHUK  Ne 1(15) 2014 1.

SIBJIICTCS nUBepcudUKaLus (MpUOIMKEHUE K BBICO-
KOTEXHOJIOTUYHOMY YPOBHIO) U TIOBBIIICHNE KayeCcTBa
npoduiiakTu4ecknx Mep 1o otHoumeHuo Kk BITP npu
UX COIMAJTIbHO-2KOHOMHUYECKON OOOCHOBAHHOCTU U
OINTUMAJIbHOCTH.

Cpenu xapaKTepUCTUK HOBBIX MEIUKO - COIIMATbHBIX
MpOoGWIAKTUUECKUX KOHCTPYKIIMM TOJDKHBI IIPeo0-
JlagaTh MoKa3aTeau pe3yIbTaTUBHOCTU 3 (HEKTUBHBIX
BpayeOHbBIX JEUCTBUII B OTHOIIEHUM TALIMEHTOB pe-
MPOAYKTUBHOTO BO3pacTa.

Jns oueHKU 3¢ (GEKTUBHOCTU CUCTEMHON TIepBUY-
HOI MeauKOo-couuaabHoi npodunakTuku BITP HeoO-
XOIUMO YYUTHIBATh CTETICHb HACHIIIIEHUS METUITMHCKU -
MM KOHTaKTaMHU C TTO3UIINI YBETUUECHUST KOJINIECTBA U
KavyecTBa MEePCOHUGUIINPOBAHHBIX MEIMIIMHCKUX YC-
JIYT ¢ MPUBJICYCHUEM BBICOKOTEXHOJOTMYHBIX CPEICTB
U ITOATOTOBJIEHHOTO METUIIMHCKOTO TIepCcoHaa.

Heo0xonuMo OTMETUTD, YTO B OMNpENeIeHHON cTe-
MEHU BO3MOXKHOE COBEPIICHCTBOBAHUE CUCTEMBI Tep-
BUYHOI MeIUKO-coluanbHOi mnpodunaktuku BITP
HOCHUT aJanTallMOHHBIM XapakKTep II0 OTHOIICHUIO K
¢dakTopaM, YCIOBUSIM U CHUTYalLMsIM, XapaKTepH3ylO-
IIIMM pacrpocTpaHeHHOCTh TeX win UHbIX BITP cpenun
OIpeneSeHHbBIX TPYIIT HaceJeHus (Ipexkae BCero ¢ ce-
MEHBIMU aHOMAJIMSIMU PAa3BUTHST).

IIpouecc coBepllIeHCTBOBAHMSI CUCTEMBI II€PBHY-
Hoii nipodunaktuku BITP MoXHO HaunMHAThH C OLIEHKU
(YHKIIMOHAIBHBIX U3MEHEHUI B OKa3aHUU TIEPCOHM-
GULIMPOBAHHON MEIUIIMHCKOM ITOMOILIM,, KOTOPHIE Ja-
Jiee MOTYT IIPUBECTU K CTPYKTYPHBIM M3MEHEHUSIM Ha
Pa3HBIX MEPapXUUYECKUX YPOBHSIX CUCTEMBI 30PaBOOX-
paHeHus (AJrOpuTM: MIPOIETypa-KOMILIEKC MPOLECTYP
- 00pa3ywIIMii METO - KOMILJIEKC METOIOB C YIETOM
TpeOOoBaHUIAI] MEPCOHU(MULIMPOBAHHON METUIIMHDI).

VuuteiBasg onbiT CIIA, 0OTMETUM, YTO, IO MHEHMIO
Ozbekhan H,. nng HabmoneHus: 3a pealbHbBIMUA U3Me-
HEHMSIMH, TPOMCXOMSAIIMMU B CHUCTEME OXpaHbl Ma-
TepUHCTBA U AETCTBA U M3YYEHUS] BO3MOXHBIX Bapu-
aHTOB IOCTPOCHUSI CHUCTEM IePCOHUMUIIMPOBAHHOTO
MEIUIIMHCKOTO KOHTPOJISI B OyIyIlleM 1e1ecoo0pa3Ho
HCIIOJIb30BaTh UACIO «aBaHrapAHbIX» UHCTUTYTOB, I10-
MOTAIOIIMX BBISIBUTH MEPCIEKTUBHBIE 3JIEMEHTHI, T0-
MOJTHUTEJIBHO 00eCIIeUMBAIOIINX OXPaHY 300POBbS Ma-
Tepu U pedbeHKa Ha OCHOBE MHAMBUIYaJIbHOTO MOAX0AA.

B sTOM OTHOINIEHUU OOIOJTHUTEIBHO IOMYEPKHEM,
YTO pPa3BUTUE OPraHU3ALMOHHBIX CTPYKTYp M TEXHO-
JIOTU1 TIpOo(UIAKTUKU POXICHUS OETel C IOpOKaMu
pasButus ocyuecTtsiseTcs: B CIIIA ¢ yueTom nepexoma
OT 00Jiee TPOMO3IKUX, TEXHOJOTUUECKU CIIOXHBIX Me-
POTIPUSTUI, TPEOYIOIIMX OTPOMHBIX 3aTpaT, BpeMEHU U
pecypcoB K 6osiee THOKMM, SKOHOMUYHBIM, COLIMATLHO
agarTUPOBAaHHBIM K KPUTUYECKUM (haKTopaMm, YCIOBU-
M 1 cutyausiM. KosnoccanibHoe BHUMaHUE TIPU 3TOM
yAENSIeTCS KOOPAMHAILIUY NeSITeIbHOCTU aKyIlIepOB-TH-
HEKOJIOTOB ¢ MENUIIMHCKUMU TeHETUKaMU, OMOXUMM-
KaMH, ClielMaJIMCTaMM YIbTPa3BYKOBOIM TMarHOCTUKM,
VY3U nomneporpacduu, y4acTKOBBIMM U CEeMEWHBIMU
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BpayaMu, BpauaMy — HEOHATOJIOTaMHU, CTIeIIaIUCTaMuU
B 00JIACTU COLIMOJIOTUY MEIULIMHBI.

3HauuTeIbHOE BJIMSHHUE Ha OOIIYI CUCTEMY Me-
IULIMHCKUX MEPONPUATUII B 3Toi cdepe, MOMUMO
MEIUIIMHBI, OKa3bIBAlOT COIMATIbHO-3KOHOMUYECKHUE
¢dakTopHhl, BKIIOYAIOIINE: TeMorpaduieckre mpolec-
Chl, YpOAHM3AIMIO HAaCeJICHUs, MUTPALINIO, U3MEHEe-
HUS TEHIECPHON CTPYKTYPhl HaceJIeHUs, «IKOHOMUKY
3HaHUi», TpaHchopMalnio reHoGOoHIa HAllUU, TIPU-
ponHo-Treorpacduyeckre U KIMMaTUYeCKHEe XapakKTe-
PUCTHUKHM.

Kpome Toro, ckasbiBaeTcsl yCKOpEHHOE BHEIPEHME
B CITY>KOY pOIOBCIIOMOXKEHMS JOCTUXKEHUI DyHIaMEH-
TaTbHOW W MPUKIIANHON MEIMIIMHCKON Hayku. B pe-
3yJIBTaTe MIPOMCXOIUT MOACPHU3ALINS U DOPMUPOBAHNUE
HOBBIX KOMIUIEKCOB OPTraHU3allMOHHBIX M MEIUITMH-
CKMX MEpPOTPUSATUIA, METONOB, (hOopM (MCIOIB30BaHUE
HOBBIX DKCIIPECC METONOB, KOMITbIOTEpHU3alMs, Hapa-
IIMBaHUE MEIULIMHCKUX YCIIYT, TPUMEHEHUE eBPOIIeii-
CKHMX MEIUKO-3KOHOMMYECKMX CTaHIapTOB, ITOMOTra-
01X 0oJiee TOYHO OIICHMTh KaueCTBO AESITEIbHOCTU
MEIUIIMHCKOIO TMepCoHalia U ITOBBIIIAMIIMX YPOBEHb
MMOATOTOBKU Bpayeli, CPeaHEero M BCIIOMOIaTeIbHOTO
TepcoHaJIa Mo OKa3aHUIO TTePCOHUMDUIIMPOBAHHON Me-
JIULIMHCKOM TTOMOIIIN).

OpraHu3aioHHOE U CEIUAIbHOE COBEPIIIEHCTBO-
BaHUE CHCTEMbl KOMIUIEKCHBIX MEIMKO-COLMAIbHbIX
Mep B 3TOI1 00JIaCTH T10 CBOMM IPUHIIUIIAM, MTOAXOIaM
1 MeToiaM Bce OOoJIbIlle HAalIOMUHAET MPOIECCHI, KO-
TOpBIE TIPOMCXOIST B COLIMAIbHON XM3HU. BeposiTHO,
B 3TOM BOIIPOCE CKa3bIBaeTCs JCICTBUE 3aKOHA YHU-
BEPCaJIbHOCTU IMPOLIECCOB Pa3BUTHUS M ympaBieHus. K
YeMy 3TO IIPUBOIUT?

B o61ecTBe, 10 CyTH, HE TOJBKO M3MEHSETCS IO/~
TOTOBKA MEIMKOB (MHHOBAIIMOHHBIE MEIUIIMHCKUE
BY3bI), KOTOPbIE OKA3bIBAIOT HEIOCPEIACTBEHHOE BIIMSI-
HHUE Ha CHUXKEHUE MJIaJeHYeCKOil CMEPTHOCTY U UHBA-
muauzanuu ot BITP, Ho 1 hopMupyiotcst mo3uTHBHBIE
MPOLIECCHI 10 JTUHUU:

a) rocyapcTBeHHOI BiacTu (pa3paboTka denepaib-
HBIX IIeJIEBBIX MPOrpamMM, HaIlpaBJICHHBIX Ha MPOoGhU-
JIAKTUKY COLIMAJIbHO-3HAYMMBIX 3a00jieBaHUIl, pomo-
BbI€ CepTU(PUKATBI, «MAaTEPUHCKUI KanuTal» U T.1.);

0) HayKH (TeXHOJOTUI MepCOHN(PUINPOBAHHON Me-
IUIIAHBI, B YACTHOCTH (hapMaKOI€HETUIECKOTO TECTH -
poBaHus);

B) oOpa3oBaHMS (MOArOTOBKA CIIEIIMAICTOB He
KJIMHUYECKOTO TTpodwist: (PU3NKOB, XMMUKOB, OUOJIO-
IOB, MaTeMaTUKOB Ha OCHOBE MEXITPEIMETHBIX CBSI3ei
IJI1 oOecTieueHUsI MPOPBIBHBIX HAYyYHBIX PE3YJBTaTOB
uccaenoBaHuil B chepe MEIUIIMHCKON TeHeTUKU B 1ie-
JISIX pa3BuTus snuaeMmuonoruu BITP);

I') 5KOHOMUKM (Co3IaHNe HayKOEeMKMX ITPOU3BOACTB
I10 TIPOAYKTAM ITUTAHUS, COAEPXKAIINM (DOJTUEBYIO KIC-
JIOTY U T.11.).

1) pellIeHUsT KOMIUIEKCHBIX TMPO0JIeM B COLIMOJIOTUU
MEIULIMHBI.

Henb3s He yuuThIBaTh U Takoil pakTop, KaK pocCT
KeJlaHUSl y HaceJleHUs B NMPUOOpeTeHUU (OHOBBIX
MEIUIIMHCKUX 3HAHUM, 3aMHTEPECOBAHHOCTU B Me-
IUKO-couuanbHoil mnpodunaktuke BITP (c yueTom
pacIIMpeHusT COLMAJbHON peKJiaMbl B CpPEICTBax
MaccoBOil MH(OpPMAalLIMM), CTPEMJIEHUSI K ITTOBbIIIE-
HUIO YPOBHS KayecTBa KU3HU U KYJIBTYPhI 3M0POBbS
(cTpemieHHUe rocymapcTBa K pa3BUTUIO MacCOBOM
(GUBKYIBTYPHI U CITOPTa, OCOOEHHO C YYETOM IIPOBe-
nenus B pespaine 2014 rony 3umHeit OTMMNKUAABI B T.
Coun).

Bospacraet ponb XeHIIuH (GepTUIbHOTIO BO3pacTa B
JTOOPOBOJILHOM, PETYISIPHOM MTPOXOKICHUM MEIUIIMH-
CKMX OCMOTPOB, AMCIAHCEepU3allMM, OLICHKU (haKTO-
pOB pucKa (TepaTtoreHsnl). JpyrumMmu cjaoBamMu KeHCKast
MOJIOBUHA HaceJleHus (hepTUIbHOTO BO3pacTa IOMI-
CO3HATEJIbHO TIbITAeTCsI 00Jiee aKTMBHO y4acTBOBAThb B
GopMUPOBAaHUM KauyeCTBEHHBIX IPOLIEAYP, METOIOB,
¢dopM Menuko-couuanbHoi mnpodunaktuku BIIP, B
X Pa3BUTUU U COBEPIICHCTBOBAHUU. DTUM XK€ LEISIM
CIIYKUT Pa3HOCTOPOHHEE BOCIIUTAHUE NETE B CEMBbSIX
U y4eOHBIX KOJUIEKTUBAX.

BaxxHoe 3HaueHUE B peKOHCTPYUPOBAHUM CUCTEMBbI
MPOMUIBHBIX KOMIUIEKCHBIX MEIUIIMHCKUX MEP UMe-
eT TaKOi KpUTUUeCKMii (pakTop, Kak MeXIAyHapOIHOe
COTPYAHMYECTBO U MCIOJIb30BaHUE IIEPEIOBOTO OIbI-
Ta B 00JJaCTU NEPCOHNU(ULIMPOBAHHON MEIUILIMHBI Be-
OyIIuX cTpaH Mupa, B yactHoctu CIIIA, Benukoo6pu-
tanuu, @panuuu, Anonun, Kanaaer, lepmanuu u T.1.
B oT10i1 cBSI3U HacTOSITENIbHO TPeOyeTCs elle OoJbIas
WHTEerpalus ¢ 3apyOeKHBIMU CIELUaTNCTaMU, IPO-
BEeIEHWE COBMECTHBIX HAYYHBIX pa3pabOoTOK, CO3MaHUe
HCCIIeI0BATEILCKUX OObEAUHEHUI, IIEHTPOB MEPBUY-
HOIl MenuKo-couuaabHOl mpodunaktuku BIIP u
KOHCYJIBTUPOBAHUS KEHIIWH C CEMEHHBIMU aHOMAJIH -
SIMU Pa3BUTHS.

OrpoMHoOe 3Ha4eHUE UMEIOT JOCTIKCHUS KIMHUYe-
CKMX MEIULIMHCKMX TUCLIUILIMH B 00JIACTH MEIUKO-CO-
nuanbpHoM npodunaktuku BITP, a Takke MX muarHo-
CTUKMU, JICYCHUS U peadMIUTALINN.

Bce BollIen3noxxeHHOE, 110 HallleMy MHEHMIO, TIPeI-
CTaB/IsSIET COOOM OCHOBY KOHIICIIIIMU ONTUMU3ALUU
MEINKO-COLIMAIbHOM MPOGMIAKTUKY POKISHUS neTeit
C MOpPOKaMM Pa3BUTHUS UM MEIUIIMHCKUX MEp B LIEJSIX
obecreuyeHnsT HaaeXXHOIo IepCOHUMUIIMPOBAHHOTO
KOHTPOJISI pa3BUTHS IIJIONA Y MaTepeil U3 aHOMaJIbHBIX
ceMeil, Kak 0a3uca METOMOJIOTMYECKUX M METOauYe-
CKMX TOIXOMOB B OPraHM3allMOHHOM, MEIUIIMHCKOM
1 COLMAIbHO-9KOHOMUYECKOM COBEPIICHCTBOBAHUU
COCTaBHBIX YaCTeil OTeUeCTBEHHOM CIIy>KObl pOIOBCIIO-
MOXEHMSI U OTHECNIBHBIX 3JIEMEHTOB OOIIEH CHUCTEMBI
OTEYECTBEHHOTI'O 3IPaBOOXpPaHEHUSI HE CMOTPS Ha (hu-
HAHCOBO-3KOHOMMWYECKUE TPYTHOCTH.

B coorBeTcTBNM co CTpaTerueil pa3BuTUSI MEIULIMH-
ckoit Hayku B Poccuiickoit @enepauinyu Ha IepUoI A0
2025 roga mepevyuciIM OCHOBHBIE TIPaKTUYECKUE pe-
KOMEHIAIIMY B BBIIIEyKa3aHHOM cdepe:
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1.ITpoBeneHne MOJEKYIIPHO-OMOJIOTMYECKOTO ST~
JMIEMHUOJIOTUYECKOTO U KIMHUYECKOTO MOHUTOPHWHTA
CEMEMHBIX aHOMAJIUI pa3BUTHUS; COBEPILICHCTBOBAHUE
roCyIapCTBEHHOTO KOHTPOJIS 3a IMIPOBEACHUEM MEIUKO-
counanbHoit mpodunaktuku BIIP;

2 JlanpHeiilee COBEPIISHCTBOBAHUE TEXHOJIOTUIA
MepCOHUMUIIMPOBAHHON AMArHOCTUKM U JICUEHUS OC-
JIO(KHEHUI BO BpeMsl OepeMEHHOCTH M POIOB (COBEP-
IIEHCTBOBaHUE NUddepeHIINaTbHO-TUAaTHOCTUIECKUX
KPUTEPUEB BPOXKICHHOM IMaTOJIOTHUM Y TJIOIOB).

3./3yyeHne BIUSHUS TICUXOCOMATUYECKOTO M aHO-
MaJIbHOTO TEeHETUYECKOIO CTaTyca poauTesieil Ha (pop-
MMpPOBaHUE 300POBOTO IJIONA.

4.CoBepIIeHCTBOBAHME TPEHATAJbHONM JTMArHOCTU-
KU BPOXKIEHHBIX HACTCICTBEHHBIX 3a00JIEBaHUI C MO-
MOIIIBIO VJIBTPa3BYKOBBIX CKAHEPOB.

5.CoBepllIeHCTBOBaHUE  MEePCOHU(PUIIUPOBAHHOM
JIeYeOHO-TMAaTHOCTUYECKOM, B TOM YMCIIe peaHuMa-
IIMOHHOI TTOMOINM KEHIIWMHAM B YYPEXKIECHUSIX PO-
JIOBCIIOMOXEHUSI C TIOMOIIIbI0 MOHUTOPA aKyIIePCKOIo
KOMITBIOTEPHOTIO MIJIT KOHTPOJISI U aHaIu3a CepacyHOMn
negarenbHocTy Tona MAK-01-«Y» u pukpoBaTHOTO
MOHHUTOpPa MHOTO(YHKIMOHAJIBHOIO KOMITbIOTePU3U-
POBAHHOTO MOMYJIBHOIO ISl HEMPEPHIBHOIO HE MHBA-
3UBHOI0 HaOMIOACHUS psiga (DU3MOJOrMYECKUX Iapa-
meTpoB «MMK-AJIETOH».
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