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HEOHATAJIbHBII CKPUHUHT HACJIEJICTBEHHbIX 3ABOJIEBAHUI

P.®O.MAMEJIOBA, M.LII.L LABAEB
baxunckuit I'ocyoapcmeennstii Ynueepcumem

C Ucnonb308aHUeM COBPEMEHHBIX OUACHOCMUYECKUX MEMOO08 NPOBEOCH 2eHEMUUeCKUll
CKPUHUHE HACTEOCMBEHHbIX 2eMO2TOOUHONRAMULL, HEeOCMAMOYHOCU (epMeHma 2noK030-6-
Gocgamoezudpocenasvl, HeHUIKEMOHYPUU U SUNOMUPEO3A CPeOU HOBOPONCOCHHBIX 20p00a
baky. Onpedenenvi eennvie u peHomunuueckue 4acmonvl GbIsIGLEHHbIX HACIEOCMGEHHbIX 3a-
bonesanuil.

[Iporpamma mpoQHIaKTUKH BPOXKIEHHBIX M HACIIEACTBEHHBIX 3a00JIEBaHUN TOIIK-
Ha 0a3MpoBaThCA HA MAHHBIX O "Tpy3e" HACIEACTBEHHOHN IMAaTOJIOTHH, KOTOPHIH B 0000-
meHHoM Buae coctasisieT 30-60 na 1000 xuBopokneHHbIX. [Io pacdeTHBIM TaHHBIM B
Poccuu exxeromHo poxnaercst oT 35 10 75 ThICSY IeTel ¢ HACIeCTBEHHBIMH OOJIE3HSIMH.
[Ipu 5TOM B CTpYKType HACIIEACTBEHHBIX OOJE3HEH MO TSHKENMBIX (POPM ITaTONOTHH CO-
cTaBiIsgeT 0Kojio 2%. YacToTa BpOXKIIEHHBIX U HACIEACTBEHHBIX 3a00JIeBaHUN y JeTel B
CpemHeM He MpeBblLaeT 5%, NpH 5TOM HAa MOHOTeHHble Ooje3HH mpuxoautcs 1%, Ha
XpoMocoMHBIe abepparmu - 0,7%, Ha 3a001€BaHMs C HACIEACTBEHHOH MPepacioNoKeH-
HOCTBIO (IIOJIMTEHHBIe-MYJbTH(aKTOpHabHbIE 00JIe3HH) - 3%, Ha TEHETHYECKYIO HECo-
BMECTHMOCTb MaTepu M Iiofa no antureHam - 0,4% (7). B cBs3u ¢ HEBO3MOXKHOCTBIO
TMIOJTHOTO M3JIEYEHUs] ¥ 9aCTO MPOTPECCHPYIONINM XapaKTepOM BPOXKICHHBIX M HACIIENICT-
BEHHBIX 3a00JI€BaHUI OCHOBHBIM HAIIpaBJICHWEM B OOphOE C HUMH SBISICTCS MX TpodH-
JIaKTHKAa. HOSTOMy BHHUMaHUEC MCAUIMHCKUX I'€CHETHKOB BCC 60.]1]31]_[6 IPUBJICKACT IIpCHA-
TaJbHBIA U PAHHUI HEOHATAJIBHBIN IEPUO/L.

[lyth mpodmimakTUKH HACIEACTBEHHON MATOJOTHH BKIIOYAIOT CIIEAYIOIIHe
YPOBHHU: IperaMeTHyYecKuii (0OXpaHa PenpoIyKTHBHOTO 3JI0POBbS; OXpaHa OKpY Karo-
el cpezipl); IPe3UroTHYeCKui (MEIUKO-TeHETHIECKOe KOHCYIbTHPOBAHHE, UCKYCCT-
BEHHAas MHCEMUWHAIWS, MEPUKOHIETIIHOHHAS MPO(UIaKTHKa), MPEeHATAIbHbIH (BHE-
JIpeHHE BCEX BUIOB IOPOJOBOW JWArHOCTHKH); TIOCTHATAIBHBINA (paHHSS HICHTH(H-
Kallus IaTOJIOTHH, JICYCHHE, TPO(PIIAKTHKA UHBATUIUIUPYIOIINX PACCTPOMCTB).

OCHOBHOI OpraHM3aIMOHHON (HOPMOI MPOPUIAKTUKN BPOKISHHBIX W HACIIEICT-
BEHHBIX OOJIC3HEH SBISIETCS PaHHAS TOCTHATABHAS JWMATHOCTHKA (MICHTH(DUKAIS) Ha-
CIIE/ICTBEHHBIX OOJIC3HEH, MOIAFONINXCS JICUECHNI0 U MEIUKO-TeHETHYECKOe KOHCYIIBTH-
poBaHue.

Pannss quarHoctrka Oazupyercss Ha MIMPOKOM HCITOE30BAaHUHM COBPEMEHHBIX
METO/IOB OOCIIC/IOBAHMUS: MACCOBBIH CKPHHUHT HOBOPOXKICHHBIX. CKPHHUHT HOBOPO-
JKJICHHBIX OXBATBIBAET B HACTOsIIEE BpeMs OONBLUIMHCTBO TOCYAAPCTB U TEPPUTOPHUH.
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OpHako ¢opManbHbIe JOKa3aTeNbCTBAa KIMHUYECKOH 3(QPEKTUBHOCTH CKpUHMHIA, 32
UCKIIIOYCHUEM (DEHHUIIKETOHYPHH, BPOXKIECHHOTO TUIOTHUPE03a, MyKOBHUCIHII03a, Cep-
MOBUHOKJIETOYHOI aHEMHHU M TaJIACCEMUI, HEIOCTATOUYHO apryMEHTUPOBaHHI (8-17).
3a mocnenHHEe HECKOJIBKO ACCATHICTHH CIepBa COBMECTHO C COTPYAHUKAMH
PAMH HHcTHUTyTa MEIUIIMHCKON T€HETHUKH, 3aTEM CAMOCTOSTENIbHO YUYEHBIMU pec-
myOauKy ObLTO MCCIIEOBAHO HAaceJeHHE Ha PaclpoCTpaHeHHe HEKOTOPBIX HacJeNnCT-
BEHHbIX 3a0osneBanuil. K Takum HaciaeaCTBEHHBIM 3a00J1€BaHUSIM OTHOCHUTCS reMoQu-
must, Cuanpom Dnepca Jlarnoca, TeMOTII00MHOTIATHH, YH3UMOIIATHH, aHOMAJIMH CKe-
neta (BpOXKICHHBIH BBIBUX Oejpa), 3a00JIeBaHMS IEHTPAIbHON HEPBHOW CHCTEMBI,
3y00-4eNOCTHBIE aHOMAIIMH, BPOKIEHHAs KaTapakra u T.1. (4,6). Bce atu nccnenona-
HHUs OBbUIM TPOBEIEHbI CPEeM LIMPOKOI0 HAcCeNeHUs] OTACNBHBIX PErnoHoB AsepOaii-
JokaHckor PecryOnuku. OnHako, Takke CYIIECTBYIOT CKPHHHHTOBBIE HCCIEIOBAHUS
KOHKPETHBIX HACJIEACTBEHHBIX 3a00JIeBaHUl, KOTOphIE ObLIM MPOBEACHBI CPEIH CTYACH-
TOB, LIKOJBHUKOB, OEPEMEHHBIX, CYNPY>KECKHX Map, a TaKkKe HOBOPOXKIEHHBIX (1-3,5).

Crnenyer OTMETHTh TOT (DAaKT, 4YTO CKPUHHMHI TaKUX HacJeICTBEHHBIX 3a0o0iieBa-
HUI KaK (QEHUITKETOHYPHS, THIIOTHPEO3 CPEeI HOBOPOXKACHHBIX HE mpoBeaeH. Cyie-
CTBYIOT CIIOPaAWYecKUe HCCIECIOBAaHUS TEMOTTIOOMHONATHI Ccpelud HOBOPOXKIECHHBIX
pecmyOIuKy.

Y4uThIBas BIEU3I0KEHHOE, IETBI0 HAIINX UCCIEA0BaHUI SBUIOCH U3yUEHUE
HacJIeICTBEHHBIX 3a00JieBaHni: ()CHUIKETOHYpUH, THIIOTUPE03a, Aeduuura dhepmeH-
ta ['6D/] u remorioOMHONATHH Cpel HOBOPOXKACHHBIX W pa3paboTKa eIWHOW IMpo-
rpaMMbl UX CKPHHUHTA.

Marepuan cobpan B poawibHoM oTneneHnn LlentpanbHoit 6onpHUIEl HedTs-
HUKOB ¢ 2003 1o 2006 rr. O6mee uncio HOBOpoxkaeHHBIX (1287 mampunkoB u 1390
neBodek). KpoBb mis aHanm3oB B koauwdecTtBe 1-1,5 M1 Opanu B MUKpOTIPOOHPKH dII-
neHa0pd, coJepkalie aHTHKOATYIISIHT dTHIeHIuaMuHTeTpaanerat Hatpus ( O TA).

BriepBeie Hamu paspaboTaH «['‘eHeTHYecKHil MacmopT HOBOPOXKICHHOTOY,
BKJIIOYAIOIIMI HanboJee 4acTo BCTpeyaroluecs HacaeICTBEeHHbIE 3a00JIeBaHNs KPOBU
U MeTabonM3Ma, paHee PErHCTPUPOBAHHBIC cpeau HaceneHus AsepOaiimkana. s
9TOr0 HaMU NPOBEJCH CKPUHHUHT THPEOTPOITHOTO TOPMOHA, (PEHUIKETOHYPHH, FeMO-
riobuHomatui, HemocrarouHoctu (epmenta ['6DJ] B CHIBOPOTKE KPOBH HOBOPOK-
neHHsbIX I. baky. Jlis 3T0Oro ucnoas30BaHa BEHO3HAs KPOBb HOBOPOXKICHHBIX.

Yposens TTI" onpenernsinu B niepBblie 3-5 AHelN KM3HU HOBOPOXKIIeHHOTO. [Ipn ypoBHE
TTI ot 30 ME\T o 50 ME\T Tect noBropstma. [1pu yposHe 6onee 50 ME\T mpoBepsim omos-
HUTEJIBHO JIA00PaTOpHBIE MOKa3aTeNy (DYHKIMH IIUTOBHUIHOMN JKENEe3bl U COBETOBAIN MaTepU
o0Opararbes K Bpady NeAUaTpy MOCie BBIKMCKU U3 POIMIIBHOTO JOMa. Y HOBOPOXKICHHBIX
HaOIIo1aIM MOJAILHOE pactipeesnieHne TupeotpornHoro ropmona (TTT).

Taomuma 1
Pe3ysbTaThl reHeTHYECKOI0 CKPMHUHIA THIIOTHPE03a cpeld HOBOPOKICHHBIX

Yposnu mupeomponnozo zopmona (mE\n)

0-10 10-20 20-30 30-40 40-50 50-60 U BBIIIE
KomnuuecTBo HOBOPOXKAESHHBIX
90 279 272 121 30 10 11
Yucmno % 11,07% 34,31% 33,45% 13,88% 3,69% 1,23% 1,35%
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Haubonpiee konm4ecTBO HOBOPOXICHHBIX WMEIO YPOBEHb THPEOTPOITHOTO
ropmoHa B npenenax — 10-30 mE\r; 279 HoBopoxnenubix (34,31%) u 272 HOBOPOXK-
neHHbIX (33,45%) cocraBnsiim 67,76% OT BCeX MOJBEPKEHHBIX K CKPUHUHTY HOBO-
poxneHHbIx. 90 HoBopoxkaeHHbIX (11,07%) nmenu ypoBeHb TUPEOTPOIHOTO TOPMOHA
B mipenenax 0-10 ME\n. Hauunas ¢ 30 ME\1 Habmonanm yMeHBIIEHHE YUCIa HOBOPO-
JKICHHBIX, 00JIaaBIINX IMOBBIIICHHBIMH KOHIICHTpanusMu ropmona; 30-40 mE\n —
121 noBopoxaennsiii (13,88%), 40-50 mE\n — 30 HOBOpOXAeHHBIH (3,69%), 50-60
ME\1 — 10 HoBOpOoXnenusI (1,23%) u Beime 60 ME\T — 11 HOBOpO)kaeHHBIX (1,35%).
Y cTaHOBNIEHBI THITO- U TUTIEPQYHKIUS IIUTOBUIHOMN JKEJIe3bl, YTO Ha MPSMYIO CBSA3aHO
C JaJbHEUIIMMU HAapyIIEHUIMU LEHTPAIbHON HEPBHOM CHCTEMBI y Jered. Taxxke ycra-
HOBJIEHA CBSI3b MEXy NOBbIIeHHbIMU 3HadeHUsiMA TTT u [16A 1. [lomydeHnbIe pe3yb-

TaThl TeHeTndeckoro ckpunuara TTI u 1116 A1 . TIO3BOJIAT BpadaM IeIraTpaM CBOEBpe-
C

MEHHO MPOBOJUTH JIeUeHUE OOJIBHBIX eTel 10 MPOSBICHUS KIMHUKU 3a00JICBaHMSI.

s ompeneneHus 4acTOThl BCTPEUYAaEMOCTH HACIEICTBEHHBIX I€MOITIO0MHOMA-
TUH Cpeau HOBOPOXAEHHBIX MBI HCIIONB30BAJM KOMIUIEKC METO/OB, BKIIOYAIOMIUN
AHAJIUTUYECKUH METOA HM303JIEeKTPO(OKYCHPOBAaHMs Ha MOJIMAaKpHIaMHIHO-aM(OIH-
HOBBIX MacTuHKax ¢ pH 3,5-9.5 m 5,5-8.5, snexrpodope3 remonmzara Ha arerar-
LIEJUTEOJIO3HBIX IUIEHKAX, Mpo0a Ha CEpHOBHUIAHOCTD, IIPOOa HA PACTBOPUMOCTH I'€MO-
rIo0MHA, KOJMUYECTBEHHOE OmpezesieHne (eTanbHOro reMOrioOrnHa W onpenesicHue
OCMOTHYECKOH PE3UCTEHTHOCTU SPUTPOLUTOB. ['eHeTHUECKHUI CKPUHUHT KPOBU HOBO-
POXIEHHBIX Ha HACJIEACTBEHHBIE IeMOINoOMHONAaTUM y S50-TH HOBOPOXKAEHHBIX W3
1128 o0cnenoBaHHBIX MO3BOJIMI HICHTHU(PHUIIMPOBATH O-TAJIACCEMHIO — 28 HOBOPOXK-
JIEHHBIX U B-TasiacceMuio — 22 HOBOPOXKICHHBIX ¢ (peHoTUNHMYEecKoi yacToTol 2,48%
u 1,95%, COOTBETCTBEHHO.

Ms&I B cBOMX HCCIICOBAHUSX s quarHoctuku ¢penmiketronypun (OKY) cpean
HOBOPO’KACHHBIX HCIIONB30BalM Mpoby PdenuHra u MeTo] TOHKOCIOWHOW XpoMaro-
rpadun. s 3TOro HCIOIB30BAIM MOYY M KaNWULIPHYIO KPOBb HOBOPOXKAECHHOTO.
Huaraoctuky @KV Ha ypoBHE MOYHM NMPOBOIMIHN Mpoboit DenuHra, HA YPOBHE CHIBO-
POTKH KPOBH METOJOM TOHKOCIHOWHOU xpomarorpadun. Ckpunuar @KV, npoBoau-
MBIif HaMH B ModYe cpeau 1827 HOBOPOXKIEHHBIX, TIO3BOJIMII Y YETBEPHIX O0OHAPYKUTh
Ha TIeJIEHKE IIATHA 3€JICHOTO IBETA, YTO XapaKTEpHO Il TeHHoro Aedekra npu OKV.
3eneHbli [[BET MOSBIISAETCS HA MecTe KOHTakTa mpoObl DenrHra 1 MOYu HOBOPOXK/IEH-
Horo. JI7s ToATBep>KACHUs AuarHo3a ObLI IpoU3BeeH 3a00p BEHO3HOW KPOBHU y 3TUX
HOBOPOKACHHBIX M MPOBEJCHA TOHKOCIIOWHAS XpoMaTorpagus ChIBOPOTOUYHBIX aMH-
HOKHUCIIOT. Bo Bcex ueThIpex cilydasx MO CPaBHEHHMIO ¢ KOHTPOJBHOW TpymIoil Ha-
Omonanu 3HaunTenbHOE yBenuueHue ypoBHs OKVY. Crnekrpodoromerpuyeckoe omnpe-
JieJieHNe ypoBHEH (peHnIamaHnHa Cpean HOBOPOXKICHHBIX C MOJIOKUTEIBHOHN peakuuen
Ha 11poOy desmHra nokasaio ciIeIyIoIIue pacupeiesIeHNs; HOBOPOXKACHHBIH OT MaTepH
M.A. — 0,18 1/1; HOBOpOXKneHHbIi oT Marepu K.JI. — 0,15 1/71; HOBOPOK/IEHHBIN OT Ma-
tepu A.A. — 0,13 1/1 u HOBOpOXIIeHHBIH oT Matepu P.A. — 0,19 r/1. AHanmu3 dersipex
POJIOCTIOBHBIX ¢ TOMO3UTOTHOH (hopMoii matosoruieckoro reaa OKY y HOBOpOXKIEH-
HBIX IT0Ka3aJl KPOBHOE POJICTBO MEXY UX POIUTEIAMHU.

KnuHuko-reneasornyeckoe MCCieOBaHNEe KakKJOTO W3 HOBOPOXKJIEHHBIX IIO-
3BOJIMJIO HAaM JIOTIOJTHUTENBHO K TUIIOTHPEO3Y, TeMOrIOONHONATUAM U ()eHUIKETOHY-
pUH BEISIBUTH XpOMOCOMHBIE HapymeHus — Cuaapom [layna, CrimHa Ouduma, reMom-
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TUYECKyIo OO0JIe3Hb HOBOPOXKIEHHBIX, THApoLedatnio, aHeHIIe(haTnio, aHOMAIIN! CKe-
JieTa, B TOM YHCJIe MOMUAAKTHIINIO, KPUIITAPXU3M U TUIIOCTIAANIO ¥ MaJbYUKOB.

Cungpom JlayHa yCTaHOBIEH B TpeX ciaydasx. AHaIU3 KapHOTUIIA TPEX HOBO-
POXIEHHBIX ¢ TIofio3peHneM Ha Cunapom JlayHa B OJTHOM CiTydae BBISBHJ KJIacCHYe-
ckmii Trmr CuaapoMa Jlayraa ¢ kapuotumnoMm — 47,XX; B ABYX CIydasx ¢ Pa3HOIOIBIMH
neTbMu Mo3auuHbli Tun Cunapoma JlayHa ¢ kapuotunoM 46,XX(30%)\47XX(70%) u
46,XVY(35-40%)\47XVY(60-65%). KpoBHOTrO poacTBa MexIy cynpyramu OOJbHBIX [e-
Tel HEe YCTaHOBJICHO.

Y IBYX HOBOPOXKJIEHHBIX HAONIONAIHM CIIMHHO-MO3TOBYIO TPBIXKY C Pa3IMIHBIMHU
(heHOTUITUYECKUMU TIPOSBICHUSAMU. B TIepBOM cllydae Y HOBOPOXKICHHOTO HaOII0/1a-
JM COYeTaHWe CIMHHO-MO3TOBOH T'pbDKH C ruapouedanmueii. KpoBHOTO poacTa mex-
Iy CyTIpyraMu OOJIFHBIX JETe He YCTaHOBJICHO. Bo BTOpOM cilydae y HOBOPOXKICHHO-
ro HaOJIIOaN U30JUPOBAHHYIO CITMHHO-MO3TOBYIO TPHDKY. B JTaHHOM ciiyuyae Takke
MEX]Ty POJIUTEISIMU OOJIBHOTO peOeHKa KPOBHOTO POACTBA HE OBLIO.

YV 28 HOBOPOXXIACHHBIX OBLT MOCTABJICH AMATHO3 TEMOJUTHICCKAs 0OJIe3Hh HO-
BOPOXKACHHOTO. V3 28 HOBOPOXKIEHHBIX C TAaHHBIM JUATHO30M 22 OBUTH MabuUKaMH,
TOJILKO 6 JIeBOYKaMH. Y BceX 28 HOBOPOXKIECHHBIX HAOJIOJAIN CHILHO BHIPAKCHHYIO
JKENTYyXy C BBICOKHMMH 3HAUYEHHUSIMH CHIBOPOTOYHOTO OMIMpPYyOWHA, BapbUPYIOIIUMH B
npenenax — 3,9-10,5 mr/n u Gonee, npu HopMme 1,0 mr/n. OnpenencHue akKTHBHOCTH
¢depmenta ['6DJ] y 24-x u3 28 HOBOPOXKICHHBIX Y BCEX MaJIbUUKOB (22 MajbulKa) U Y
OJTHOM JIEBOYKH ITO3BOJIMIIO TUATHOCTUPOBATh nedunut Gpepmenta [6D. Y 22 manb-
YUKOB WISHTHU(QHUIMPOBAHO T€MH3UTOTHOE COCTOSHHE HEIOCTaTOYHOCTH (hepMeHTa
I'6® /. I'emuzuroTHoe coctosiuie HepoctaTouHocTH pepmenta ['6D ]l npupaBHUBaeT-
Cs K TOMO3HTOTHOMY COCTOSIHHIO HeJNoCTaTOYHOCTH (epmeHTa ['6DJ[ y >KeHIIWH.
TonbKo y 0HOM HOBOPOXKIEHHOHN NEBOYKH OBLIO BEBISBICHO T€TEPO3UTOTHOE COCTOS-
HUe ¢epMeHTa. J[omoMTHUTENbHBIE UCCIIE0BAHNs, IPOBEICHHBIE Y POAMUTENIEH HOBO-
POXKICHHBIX YYUThIBaIH TeHeTUKy (epmenta ['6D/]. ['eMu3urorsl Manbuuku aedu-
LIUTHBIN TeH HepocTatouHocTr pepmenTta ['6D /] Haceq0Bamu TOIBKO OT T€TEPOZUTOT
Mmarepeid. [ToBTopHBIE UCceI0BaHUS KPOBU MaTepel y BceX 0€3 MCKITIOUCHHUS BBISIBH-
JIM TETEPO3UTOTHOE COCTOSIHUE. YPOBEHb aKTUBHOCTH (pepMEHTa BapbUpOBal B Ipe-
nenax 60-80% ot HopManbHOH akTHBHOCTH (hepmenta ['6D /1. Ompoc marepeit o3Bo-
JIUJT YCTAaHOBUTH TOT (aKT, 9TO POAUTEIN OBUTH BBHIXOMIIAMHU U3 YHIACMHUECKUX PETHO-
HOB pecnyOJIMKH, Tlle HaOIIOAalOTCS BBICOKME T'eHHBIE YacTOTBHl HEAOCTATOYHOCTH
¢depmenta ['6DJ[. Oto llekwn, Caarael, Armam, Orys, Macamnsl, Jlepuk, Actapa,
Jlenkopans, Cabupaban, Anu-balipamitel U T.1I.

Bonee neranpHoe uccnenoBanue akTuBHOCTU epmenta ['6D/] y 22-x manpun-
KOB C TeMH3UTOTHBIM HOCUTEILCTBOM, MO3BOJIWIO HAM HIICHTU(QUIIMPOBATH BA (DEHO-
tuna; 3to 6D/ (-) u 6D/ (+). B mepBom ciyuae - ['6D/] (-) (15 mManpunkoB) Ha-
omroany moHbIA geduuut dpepmenta ['6D/J1. JJaHHbIH GEHOTHIT C TOJHBIM OTCYTCT-
BueM ¢epMmenTa HasbiBatoT [ 6D/ «O»-denorun. Bo BTOpoM ciyyae y ceMu Majibyu-
KOB HaOIIOJalIi OCTATOYHYIO0 aKTUBHOCTH (DEPMEHTa C BApbUPOBAaHUEM aKTHBHOCTH OT
10 mo 30% ot obmieit HopManbHOI aKTUBHOCTH (pepMeHTa. DTOT (PeHOTHIT 0003HaYa-
10T Kak ['6D/] «+»-peHorum.

VY deThipeX HOBOPOXKACHHBIX HAOMIOJAU THIApoledanio (IBa MalbYhKa H
JIBOE JIEBOYEK) OT HEKPOBHOPOACTBEHHBIX poauTeieil. [lo ogHoMy cimydato aHeHmeda-
TUio (MaJb4MK) U TMOMUAAKTUINIO (ILIECTHUIAJIOCTh) TaK)Ke€ Y HOBOPOKIEHHOTO Mallb-
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yrka. PoauTenu HOBOPOXXKICHHBIX C aHeHUedalued M NOIMOAKTHIMEH OTPHULAIH
KpPOBHOE POJICTBO MEXAY HUMH.

AHOManM ckenera ObUIO BBISBICHBI Y IATH HOBOPOXKACHHBIX; KOCOIAMOCTH (2
cilydasi), YKOpPOUCHHE BEPXHHX W HIKHHUX KOHEUHOCTeH (2 ciydas) M OAMH ciaydai
LIECTUNATOCTH. Y MATH MaJbUUKOB HAOIIOJAMN KPUNTAPXU3M; B TPEX CIydasx IBYX-
CTOPOHHMH, B JIBYX CIIy4asX IPaBOCTOPOHHMM KpHUNTapXus3M. B onxHOM ciyuae y Ho-
BOPO’KIEHHOTO MaJbUMKa Obla BRIABICHA THIIOCIAIHSL.

Taxum 006pa3oM, FeHeTUYECKUH CKPUHUHI HOBOPOXKICHHBIX MO3BOJIMI HaM BbI-
SIBUTh THIIOTHPEO3, YCTAHOBUTH Takue (POPMBI HACIEICTBEHHBIX IeMOTJIOOMHOIIATHIA
KaK o- ¥ [-TajacceMuu, CTPYKTypHO-aHOMaibHble remornoounsl C u [, nedumur
tdepmenrta ['6D/], denunkeronypuro, a takke Cunapom Jlayna, Crinna 6uduna, re-
MOJIUTUYECKYIO 00JIE3Hb HOBOPOXKACHHBIX, THApOoLehaInio, aHeHIIe)annio, aHOMaJIH
CKeJeTa, KpUITapXU3M U TUIIOCTIAJUI0 Y MaJIb4yUKOB. [lonydeHHble HaMH pPe3yIbTAThI
TFEHEeTHMYECKOT0 CKPUHUHTa HOBOPOXIEHHBIX MO3BOJIAT BpadaM II€AMaTpaM CBOE-
BPEMEHHO IIPOBOJUTH JieueHHe OOJbHBIX IETeH 10 MPOSBICHUS KIMHHUKH 3aboiieBa-
Hus. CBOEBPEMEHHOE MEAMKO-TE€HETHYECKOe KOHCYJIbTHPOBAHHE CEeMEW C HaIuyheM
MATOJIOTUYECKUX T€HOB Yy CYNPYTOB (CEMbsl C TEHETHYECKUM PUCKOM) HEOOXOANMO
U1 TPO(UITAKTUKY T'OMO3UI'OTHOI'O COCTOSIHMA y peOeHka. PekomeHnnyercsa nposene-
HUE WHBAa3MBHON M He WHBA3WBHOM MPEHATANbHON JUArHOCTUKHU Yy IUIO/A B NMIEPBOM U
BO BTOPOM TpHMecTpax OepeMeHHOCTH. sl TOYHOCTH NMpeHaTaTIbHOH JUAarHOCTHKH
npeuiaraercs ucrnoib3oanne JJHK nuarnoctuku.

JUTEPATYPA

1. Tapaes 3.11., AnmneBa K.A., PacynoB D.M. AHomanuu npukyca 1 HHOpuaueT. L{uTonorus
u renetuka, 1997, T1, Ne3, ¢.76-80.

2. Tapaes 3.11., PacymnoB 3.M. PactipocTpaneHue i reHeTHIeCKast TeTePOreHHOCTh PaCIIeII -
HBI TYOBI U HeOa B JIeHKopaHb-AcTapHHCKOH 30HE A3zepOaiimxanckoil PecrryOmmxu. [{u-
ToJiorus U reneruka, 1996, T.30, Ne5, ¢.86-90.

3. TanbapoB V.M. PanHss nmuarHoCTHKa W JIEYSHHS BPOXKJCHHOTO BBIBHXA Oeapa y neTed B
BO3pacTe 10 OJJHOTO rojaa. Aproped.kaHm.auc., baky: 1997.

4. MyxrapoB 3.4., AnueBa K.A., Pacynos 2.M. IlonynsaiuoHHO-TeHETHYECKHUE HCCIIEA0Ba-
Hust B Jlepukckom paiione AzepOaiimpkanckoit PecrryOnuku. Myxrapos 3.5., Anuesa KA.,
Pacynos .M. IlonynsunoHHO-TeHETHYECKUE HUCciIeloBaHus B JlepukckoMm paiione Azep-
Oaiipkanckoi Pecryomuku. K. [{utonorus u reneruka, Kues: 2000, No5, ¢.22-29.

5. Hacpymmaesa M.M. Knnaudeckue GpopMbl HaClleACTBEHHBIX KaTapakT y JAeTeil B Asep-
OaifpkaHe ¢ aHanm3oM (akropa pucka. Te3uchl qokIanoB 7 che3na opramsmonoros Poc-
cun, Mocksa: 2000, ¢.374-375.

6. PacynoB 3.M., Moscymzane K.M., Pacynosa P.U., Anuesa P.T., Knun6ekos b.P., Annera
K.A. TlomynsmuoHHO-TeHETHYEeCKNEe HCCIEIOBAaHUSA HACIEICTBEHHBIX 3a00NieBaHUN B
Azepbaiimkanckoit Pecryomuke: Coobmenne U. Pactipoctpanenue negocratka ['6D/
reHa Oera- Tanaccemuu B Kaxckom paiione. MaT.KoH(., OCBSIII. aKT. BOIIP. IEPUHATOJIO-
TUH U THHEKoJioruu, baky: 1998, ¢.85-87.

7. Psruxos FO.I'., XKykosa O.B., Orpszko E.B., [lIxeitnep FO.B. BocTounoesponeiickuil re-
Ho(oHA 1 OoJe3HU cenbckoro HaceseHus: EBponelickoii yactu Poccun. I'eHeruka, 1998,
1.34, Ne§, c. 1138-1150.

8. Farrell PM, Kosorok MR, Rock MdJ, et al. Early diagnosis of cystic fibrosis
through neonatal screening prevents severe malnutrition and improves long-
term growth. Pediatrics 2001; 107:1-13.

40



10.
11.

12.

13.

14.

15.

16.

17.

U.S. Congress, Office of Technology Assessment. Healthy children: investing
in the future. Washington, D.C.: Government Printing Office, 1988, 345.

Lees CM, Davies S, Dezateux C. Neonatal screening for sickle cell disease.
Cochrane Database Syst Rev 2000; 2:CD001913-CD001913. .

Albers S., Marsden D., Quackenbush E., Stark AR, Levy HL, Irons M. De-
tection of neonatal carnitine palmitoyltransferase II deficiency by expanded
newborn screening with tandem mass spectrometry. Pediatrics 2001;
107:1417-1417. abstract.

Ranieri E., Gerace R., Bartlett B., Barnard K., Fletcher J.M. The intro-
duction of tandem mass spectrometry into the South Australian Neonatal
Screening Programme: benefits and costs. J Inherit Metab Dis 2000;
23:Suppl 1:3-3. abstract.

Roscher A, Liebl B, Fingerhut R, Olgeméller B. Prospective study of MS-
MS newborn screening in Bavaria, Germany: interim results. J Inherit Me-
tab Dis 2000;23:Suppl 1:4-4. abstract.

Wilcken B, Wiley V, Carpenter K. Two years of routine newborn screening
by tandem mass spectrometry (MSMS) in New South Wales, Australia. J
Inherit Metab Dis 2000;23:Suppl 1:4-4. abstract.

Wilcken B, Wiley V, Sim KG, Carpenter K. Carnitine transporter defect
diagnosed by newborn screening with electrospray tandem mass spectro-
metry. J Pediatr 2001;138:581-584.

Wiley V, Carpenter K, Wilcken B. Newborn screening with tandem mass
spectrometry: 12 months’ experience in NSW Australia. Acta Paediatr
Suppl 1999;88:45-51. Zytkovicz TH, Fitzgerald EF, Marsden D, et al. Tan-
dem mass spectrometric analysis for amino, organic, and fatty acid disor-
ders in newborn dried blood spots: a two-year summary from the New Eng-
land Newborn Screening Program. Clin Chem 2001;47:1945-1955.

Wood JC, Magera MJ, Rinaldo P, Seashore MR, Strauss AW, Friedman A.
Diagnosis of very long chain acyl-dehydrogenase deficiency from an infant's
newborn screening card. Pediatrics 2001;108:173-174. abstract. 80

IRSI XOSTOLIKLORIN NEONATAL SKRININQI
R.F.MOMMODOVA, M.§.BABAYEV
XULASO

Bak1 gohorinde yenidogulmuslar arasinda irsi hemoglobinopatiyalarin,

Q6FD fermentinin catismazliginin, fenilketonuriya ve hipotireoz xestelixlorinin
miiasir diagnostik iisullar ilo genetix skrininqi aparilmisdir. Askar edilmis irsi
xoastolixlorin gen vo fenotipix tezlixlori hesablanmisdir.

NEONATAL SCREENING FOR HEREDITARY DISEASES
R.F.MAMEDOVA, M.S.BABAYEV
SUMMARY

The genetic skrining have been carried out for heritable hemoglobinopat-

hies, G6FD enzyme deficiency, phenylketonuria and hipothireosis with modern
diagnostic methods among newborn infants of Baxu. The gene and fenotyp fre-
quencies of the found out hereditary diseases have counted .
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