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Fenemuyeckue acnekmeol 8p0o>K0eHHOU OUChYHKYUU KOpbl
Haono4e4Hukoe 8 Pecnyb6nuke CesepHasa Ocemus — Ananus

Te6uesa U.C.", KanuHueHko H.10.% FetoeBa 3.K.', Tionbnakos A.H.2

1 — OIbOY BO «CeBepo-OceTnHCKan rocyfapcTBEHHaA MeANLMHCKas akagemusa» MnHucTepcTBa 3gpaBooxpaHeHms Poccuinckon Oepepavumm
362019, Pecnybnuka CeBepHan Ocetna-Ananus, r. Bnagnkaskas, yn. MywkuHckas 40

2 — OIBY «HaumoHanbHbIN MefNUMHCKAIN NCCNefoBaTeNbCKUIA LIEHTP SHAOKPUHONOrMN» MHUCTEPCTBa 3apaBooxpaHeHna Poccuiickon Gepepaun
117036, r. MockBa, Yn. iImutpusa YnbaHosa, 11

BpoxxaeHHan ancdyHKLUMA Kopbl HaznoveuHnKkos (BKH) — rpynna 3a6oneBaHwii, B OCHOBE KOTOPbIX IEXUT AedeKT OHOTO 13 pepMEHTOB,
NMPVHMMAIOLLMX yyacTre B BMOCUHTE3e KOPTM30/1a B Kope HagnoyeuHrkos. BKH sBnseTca ogHMM 13 Hanbonee pacnpoCcTpaHeHHbIX
ayTOCOMHO-PELIECCMBHO HacselyeMbiX 3a6051eBaHMIA, YTPOXKAIOLLX JIETANIbHBIM MCXOLOM U/VN MHBaNVAN3aLveli pm No3nHen AnarHoCcTvike.
Llenbto gaHHoI paboTbl ABUIACh OLeHKa 3P PEKTUBHOCTN HEOHATANIbHOTO CKPUHUHIa Ha BOKH BcneacTteune gedrumta 21-rugpok-
cunasbl B Pecny6nuke CeBepHasn Ocetusa-Ananus (PCO-AnaHus), usyuyeHue CTPYKTYpbl U BbIsIBNIEHME YacTOTbl BCTpeuyaemocTu BAKH
B PErMOHE, a TaKXKe ornpeaesieHne MOJIEKYIIPHO-reHeTUYeCKUX ocobeHHOCTel 3aboneBaHyA B NOMynALMM.

MpoBeneH pPeTPOCNEKTMBHbIN aHANIN3 MeAULIMHCKUX KapT nauueHToB ¢ BIKH, anarHocTmpoBaHHbIX 10 BHEAPEHWA HEOHATaNbHOMO CKpYi-
HVIHTa, a TAKXKE aHan3 pe3ynbTaToB MacCOBOro 06CeaoBaHs HOBOPOXAeHHbIX Ha BKH 3a 11 net c sHBaps 2007 r. no aexkabpb 2017 T.
BblsiBNIEHO, UTO YacTOTa BCTPeUYaemMoCcTn Hanbonee pacnpoctpaHeHHon dopmbl BOKH, 21-ruppokcunnasHon HegocTaTouHOCTH, B
PCO-AnaHus, coctaBuna 1:18725 KMBOPOXKAEHHDIX, YTO 3HAUMTENIbHO HUXKE, YeM B cpefHem no Poccum (1:9500). OpHako cpean
OCETUH 6blna BbiSB/IEHA BbICOKasA PacnpoCcTpaHeHHOCTb (1:22470) peakoi dopmbl BOKH — HegocTaTouHOCTY 3B-ruapoKcuctepong-
JernaporeHasbl, KOTopas B GONbLUNMHCTBE NOMYNAUMIA MUPa coCTaBnseT B cTpykType BAKH He 6onee 1%. YunTbiBas, uto cpeau
OCETUHCKOWN STHUYECKOW rpynrbl 6/IM3KOPOLACTBEHHbIE OpaKM BCTPEUADTCA PEAKO, BbICOKYIO YaCTOTY HOCUTENbCTBA BbISBIEHHON
myTauumn W230XB reHe HSD3B2 cpefivi OCETUH MOXHO 00BbACHUTL «3dEKTOM OCHOBATENSY.

KnioueBble cnoBa: BpoxaeHHas AMchyHKLMA KOPbl HAAMOYEUHKOB, HEOHaTanbHbI CKPpUHUHT, AHK-gnarHocTrka, reHetudeckme
0COBGEHHOCTM.
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Congenital Adrenal Hyperplasia (CAH) — group of diseases based on the defect of the one of the enzymes which are involved in
cortisol biosynthesis in the adrenal cortex.

CAH is one of the most common inborn errors of metabolism that are transmitted as autosomal-recessive traits, which can be fatal
or disabling in the case of the late diagnosis.

The aim of this study is the evaluation of the efficacy of the CAH neonatal screening due to 21-hydroxylase deficiency in RNO-Ala-
nia, study of the structure and detection of the CAH frequency in the region also molecular-genetic features in the population.
Retrospective analysis of medical records of the patients with CAH, diagnosed before the implementation of neonatal screening, was
performed and tests results of the newborns, who were tested for CAH for 11 years, from the period January 2007 to December 2017.
Studies revealed that 21-hydroxylase deficiency, which is more common in CAH, is 1:18725 among the newborns, which is con-
siderably lower then in general in Russia (1:9500). However, high frequency of rare type of the CAH - 3 3-hydroxysteriod dehydro-
genase deficiency was revealed in the ossetian population 1:22 470. In most world populations the 21- hydroxylase deficiency is
dominant type and is 100 times higher then 3p3-HSD. Taking into consideration that among ossetian ethic group close marriages
are rare, high frequency of the detected mutation W230X in 33-HSD gene can be explained by «founder effect».

Keywords: congenital adrenal hyperplasia (CAH), neonatal screening, DNA testing, genetic features.
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BBeneHue

pOXIeHHast IUCOYHKIIMS KOPbl HAAIIOUYEUHUKOB

(BAKH) — rpynmna 3abojieBaHUIi ¢ ayTOCOMHO-Pe-

LIECCUBHBIM TUIIOM HaCJIeI0BaHUsI, B OCHOBE KOTO-
DBIX JIEXUT AeEKT OTHOTOo 13 (PepMEHTOB UM TPAHCIIOPT-
HBIX O€JIKOB, MPUHUMAIOIIUX YYacTUEe B OMOCUHTE3E KOp-
THU30J1a B KOPE HAAIIOYECYHHUKOB.

B Hacrosgiee Bpems BbiaeasioT cemb (popm BJAKH.
B tadun. 1 npencTaBiieHbl CBOIHbIE JAHHBIE TIO PA3IMYHBIM
dopmawm [1].

Camoii yacroii (popmoii BAKH, Ha KoTtopyto npuxo-
nutcst 6osiee 90% OONBHBIX, sBiIsgeTCs AeUIUT 21-THapoK-
cuiasbl. 1o JaHHBIM HEOHATaJIbHOTO CKPUHUHTA ee pac-
MPOCTpaHEHHOCThb B MUpe cocTaBseT 1 ciyyaii Ha 8 000—
14 000 xuBBIX HOBOPOXKAEHHBIX, B Poccun — 1:9500.
Bropoii no yactote Bctpeyaemocty popmoit BJIIKH siBnsi-
ercst nepuuut 113-runpokcunassl. B Mupe nanHast popma
BJIKH Bctpeuaetcs B 10 pa3 pexe, ueM Kiaaccuueckue hop-
MBI epuiuTa 21-ruapoKcuiiasbl, T.e. ¢ OPMEHTHPOBOYHOM
yactoToii 1:80 000—120 000 HoBopokAeHHBIX. YacToTa Apy-
rux ¢hopM TOYHO HEM3BECTHA B CBSI3U C UX PEAKOCThIO [2, 3].

Ony0JMKOBaHHBIC JaHHBIE O PACIPOCTPAaHEHHOCTH
nedunuta 21-rugpoxkcunassl B mupe u Poccum [4—11]
MpeACTaBieHbI B Ta0. 2.

ITpu necdunure 21-ruapokcuiasbl B 3aBUCUMOCTH OT
CTETICHU MOTepU aKTUBHOCTH (pepMeHTa U BhIPAXKEHHOCTHU
KJIMHUYECKUX MPOSIBJICHUI BBIICIISTIOT IBE KJIACCUYECKIE
(bopMbI, TMarHOCTUPYEMbIE TIPU POKIECHUU, Y HEKJIACCH-
4ecKyto (hopMy, KOTOpasi MOXKET IJTUTEIBHO MTPOTEKATh Oec-
cumntoMHo. Hauborstee Tskeso mpoTekaeT coibTepsitoiast
dopma, 11 He€ XapakTepHO coYeTaHMe IIIOKO- M MUHEpa-
JIOKOPTUKOMITHOM HEOCTATOYHOCTH. I1pH MPpOCTOii BUPHITL-
HOI (pOpMe OTCYTCTBYIOT CUMIITOMBI ITIOTEPHU COJIU, HO TTPU-
3HAKW BUPUIM3ALMS TUATHOCTUPYIOTCSI TIPU POXKICHMSI.
Ipu Hekmaccuyeckoit (popMe BBISIBIISIIOTCS CUMITTOMBI TH -
nepaHAporeHuu B 0oJjiee ctapiieM Bo3pacte [1,2].

ITpu necdunure 21-ruapokcuaasbl CylIeCTByeT YeTKast
CBS13b (DEHOTUITMYECKUX MPOSBICHUI ¢ TUTIOM MYTallUU.
B Tadn. 3 npeacraBiaeHbl JaHHBIE 110 paclpoCTpaHEHHO-
CTHU YaCThIX MyTallii B Poccum 1 Koppessiiust TeHOTUIT—
denotun no nanueiM ®I'BY BHII.

Heszasucumo ot popmbl BJIKH B ocHoBe 3a0601eBa-
HUS JIEXKUT XPOHUYECKUI NedULIMT KOPTU307a, KOTOPBIA

npUBOAUT K noBbllieHUIo cekpeunn AKTT, pa3sututo ru-
nepruia3uu KOpbl HAAMOYEYHUKOB U HAKOTUIEHUIO MeTa-
0OJIUTOB, MPEAIIECTBYIOINX Ne(hEKTHOMY ITAIy CTEPOU-
JIOTeHEe3a, a TAKKe K aKTUBALlMU aTbTePHATUBHBIX MyTel
cuHTe3a crepouion [1,3].

[Tpu aunouaHO runepruiasvuu HaamOYeYHUKOB, nedu-
uute 11p3-ruapokcunasbl, 3B-rUAPOKCUCTEPOUAIETUIPO-
reHasbl U 21-TuapoKcuia3bl OTMEUAETCS HENOCTATOUHOCTh
MUWHEPATIOKOPTUKOUIOB, MPOSIBISIOIASICS COBTEPSIOLINM
cuHapoMoM. HenmocTtaTok ajibnocTepoHa BbI3bIBAET CHIKE-
HUe peabcopOLMU HATPUS B TTIOUKaX, BCIAEICTBUE YETro CHU-
JKAKOTCS 00beM LIMPKYIUPYIOLIEH KPOBU U apTEpUATbHOE TaB-
JileHue. Y eTeil OTMeUYaroTCsl HEyKpOoTUMasi pBOTa, XKUIKUI
CTyJ1, 60JIU B XKUBOTE, PE3KOE MaIEHUE apTePUATbHOTO 1aB-
JeHus. Habmonalootcs runepkajivieMusi, TUIIOHATPUEMHUS U
TOBBIIIEHUE AKTUBHOCTU PEHUHA TU1a3Mbl. [1pu oTcyTCTBUM
JieueHUs1 peOEHKY YIPOXKaeT JIETATbHBII UCXO/.

Ipu nedpurure 170-rvuapoxcunasel, neduumte 113-run-
pokcuasbl pa3BuBaeTcs runeptronndeckas dopma BIAKH.
B xiuHuYecKoil KapTuHe Ha MepBbIi IUIaH BBIXOAST apTe-
puUajbHas TUTIEPTEH3USI, MbILIEYHAs CJIab0CThb, MOJINYPUS,
MOJUAUTICUS. XapaKTepHbl HU3KUI YPOBEHb AKTUBHOCTU
pPEHUHA IUTa3Mbl, TUTTOKATUEMMUSI.

ITpu HapylleHVU CUHTE3a MOJIOBBIX CTEPOUIOB Yy Ta-
LIMEHTOB ¢ KapuoTumoM 46,XY oTMevaeTcsl HapylleHe
CTpPOEHUSI HapyKHbIX T010BbIX opraHoB (HITO): mukpo-
MEeHUC, paclleNJIeHHas MOIIIOHKA, TUIIOCIaAus, KPUTI-
topxusMm. [1pu popmax BAKH, kotopsie He conmpoBo-
XKIAI0TCS HAPYLIEHUSIMU CUHTE3a MOJOBbIX CTEPOUIOB,
Y HOBOPOXIEHHBIX ¢ KapuoTumnom 46,XX HapylieHo
ctpoenue HITO — runeprpodus kaiutopa, yporeHUTa b-
HbII cuHyc U T.4. CoxpaHsIolascs NOCTHATAIILHO TU-
MepaHAPOTeHUS MPOSIBISIETCS Y MAJIbUMKOB CUMIITOMA-
MU JIOXKHOTO MPEXIEBPEMEHHOTO MOJIOBOTO Pa3BUTHUS,
a 'y 1eBOYEK — MPOTPECCUPYIOUIUMU CUMIITOMAMU BU-
puwinzanuu. M30bITOUHOE KOJUYECTBO HAAMIOYEUYHUKO-
BBIX AHPOT€HOB MPUBOIUT K HU3KOPOCIOCTHU B3POCTIBIX
nalueHTosB [2,14].

Bepudukanus otaensHbix popm BJIKH ocHoBaHa Ha
aHaIU3e KJIMHUYECKUX MPOSIBIEHUM, 3JIEKTPOJIUTHBIX U
TOPMOHAJIBHBIX MTOKa3aTesel U JaHHBIX MOJIEKYJISIPHO-Te-
HETUYECKOTO UCCIIeTIOBAHUS.
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PaHHss muarHOCTUKA JTAaHHOTO 3a00JieBaHUs MTO3BO-
JISieT U30eKaTh TSXKeIbIX TOCAeACTBUI: THOean pedbeHKa
OT COJIBTEPSIOIINX KPU30B, OLIMOOK B BHIOOPE MOJOBOM
MPUHAIJIEXKHOCTU MPU BBIPAXKEHHOW BUPUIM3ALMU Ha-
DPYXHBIX OPTaHOB Y I€BOYEK, HAPYIIIEHUI pocTa U MOJIO-
BOTO CO3pEBaHMS, a TAKXKE 1aeT BO3MOXHOCTh MEIUKO-Te-
HETUYECKOTo KOHCYJIbTUPOBAHUS B OTSITOLIEHHBIX CEMbSIX
u niposeneHust noponosoi JJHK-nmuarnoctuku [15,16].

YuursiBag Tot dakT, uto BIKH Bciaencrteue neduim-
Ta 21-ruapoKcuIas3bl SIBASETCS OMHUM U3 CaMbIX pacrpo-

CTpaHEHHBIX AyTOCOMHO-PELIECCUBHBIX 3a00IeBaHUI B MU -
pe, BO MHOTHX CTpaHax BHEAPEH CKPUHUHT HOBOPOK/IEH-
HBIX Ha JaHHY10 narojoruto [17—20].

B Poccuiickoit @enepariuu 1pu paclimpeH HeoHa-
TaJIbHOTO CKpUHWHTa MMHUCTEPCTBO 3IpaBOOXPAHEHUS 1
COLIMAJTLHOTO pa3BUTHSI M3aajo pukas Ne 185 ot 22 mapra
2006 1. «O MaccoBOM 00CITeTOBAHUK HOBOPOXKICHHBIX e~
Tell Ha HaCJEICTBEHHbBIE 3a00JIeBaHUsT», PETIAMEHTHPYIO-
LA BOMTPOCHI OpPraHU3allvK MPOBENESHUS B TOCYIapCTBEH-
HBIX ¥ MYHULIMTIAJIBHBIX YIPEXKIECHUSIX 3APaBOOXpaHEHMS

Tabnuya 1
CBopHble faHHbIe no pasnnyHbiv popmam BAKH [umT. no 1]
®opma BAKH HedexTHblit hepmMeHT Haspanue rena YacroTra BCTpeUyaeMOCTH
JlunouaHast ruriepruiasust KOpbl STAR-1ipoTenH STAR Onucano meHee 100 ciryuaeB, 6osiee
HaanoyeyHukoB (Cunapom ITpanepa) 8pl1.2 nojioBuHbl B Kopee n SInonnu
Hedunut 20,22-necMmonassl 20,22-necmonasa CYPIIAI Penkast popma
15923-q24
Heduiut 33-TMaApOKCUCTEPOUIIETUPOreHas3a HSD3pR2 Penkast ¢opma, coctapisieT B
3B-ruapoKcucTepouaIeruIporeHasa 3p-rcho) Ipl13.1 crpykrype BIIKH He 6onee 1%
(3p-I'Cll)
Heduuut 170-ruapokcunasbl (CHHIPOM 17a-runpokcunasa/17,20-nmmuasa CYP 17 Onucano okoso 200 ciyyaeB
Bernuepun) 10q24.3
Heduut 21-ruapokcunassl 21-ruppokcunasza CYP2IAI 90-95% ciyuaes B ctpykType BAKH
6p21.3
Heduiut 11 B-ruapokcuiiasbi 11B-ruapokcunasza CYPI11B1 5-8% cnyuaes B ctpykrype BJKH,
8g21 C HauOOJbIIEH YaCTOTON BBISIBIISIET-
cs1 cpenu cedapaoB (MAapOKKaHCKUX
eBpeeB).
Jleuut oKCuaopeayKTasbl OKCHUIOpeIyKTa3a POR penkas popma
7ql1.2
Tabnuya 2
PacnpocTpaHeHHOCTb Knaccuuecknx ¢popm aepuunra 21-rugpokcunasnbl
B HEKOTOPbIX CTpaHax Mupa n pernoHax Poccuiickon ®epgepaunm (cBoaHble faHHbIe)
CrpaHna/Pernon PacnipocTpaHeHHOCTh
Ausicka (ackumochl FOrmmm) 1:280
LaReunion (octpoB B UHauiickoM oKeaHe) 1:2100
[IBenus 1:9800
CLIA 1:11000
®paHumst 1:13000
SAnonus 1:18000
Hosas 3enanaust 1:23000
Poccust 1:9113
Mocksa 1:10014
KpacHonapckuii Kpaii 1:10070
XMAO-IOrpa 1:6308
CBeputoBcKast 00J1acTh 1:6600
VYamypckas Pecry6inka 1:7927
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MacCOBOTO 00CJIeIOBaHUSI HOBOPOXKICHHBIX IeTell Ha (he-
HWIKETOHYPUIO, BPOKAEHHBIN TMIIOTUPE03, MyKOBUCIIU-
103, ramakro3emuto 1 BIIKH. C 2006 r. Pecnyonmke Ce-
BepHas Ocetusi-Ananust (PCO-AnaHus) ocyliecTBasieTCs
MaccoBoe odcenoBaHe HoBopoxkneHHbIX Ha BIIKH.
PCO-Ananust — oquH U3 MOJIUITHUYECKUX PETUOHOB
Poccuu, pacrioioskeHHBII Ha CeBEpHOM CKJIOHe botblio-
ro KaBkasza 1 Ha MpUMBIKAOIINUX K HeMy paBHUHaX. [1po-
TSDKEHHOCTh TEPPUTOPHUU C CeBepa Ha IOT COCTaBJISICT
120 kM, ¢ 3anmaga Ha BocTokK — 125 km. PCO-AnaHnus rpa-
HU4UT Ha tore ¢ Pecniyonukoit FOxHas OceTusi, Ha 3amazne
— ¢ KabapauHo-bankapueit, Ha ceBepe — co CTaBpOmnoJib-
CKUM KpaeM, Ha Boctoke — ¢ MIHry1ickoit u YeyeHckoii Pe-
crryommkamu. ITo maHHbIM Beepoccuiickoli epenucu Ha-
cenenus 2010 r. Hacenenue PCO Ocetusi-AnaHus cocra-
o 712 980 yenoBek. OcHoBHOe HaceneHuss PCO-Ananus
COCTaBJISIIOT OCETUHBI. Ha TIPOTSDKEHNM HECKOJIBKUX BEKOB
B YCJIOBMSIX OTPAaHWYECHUST MUTPALIMM OCETUHBI SKUJTU 130~
JIMPOBAHHOM TOIYJISILIUEH, B KOTOPOM, TEM HE MEHEE, CTa-
paMch He I0ITycKaTh KPOBHOPOJICTBEHHbBIE OpaKH.
Llenbto naHHOI pabOTHI sIBUIACh OLIeHKA d(hPeKTUB-
HOCTU HeoHaTajbHOoro ckpuHuHra Ha BJIKH Bciencrsue
nedunuta 21-rugpoxkcunassl B PCO-Ananus, usyyeHue
CTPYKTYPHI U BbISIBJIEHHWE YacTOThI BcTpeyaemocT BJIKH
B pETMOHE, a TaKXe OIpeleIeHne MOJIEKYISIPHO-TeHETH -
YeCcKMX 0COOEHHOCTE! 3a00IeBaHUS B TTOITYJISILIUU.

Ma‘repvnanbl n metoabl

ITpoBeneH peTpOCIIEKTUBHBINM aHAJIN3 MEAULIMHCKUX
kapt nanueHToB ¢ BIIKH, nuarHocTMpoBaHHBIX 10 BHE-
NPEHUS] HEOHATaJbHOIO CKPMHUHIA, a TAaKXXe aHaJlu3
pe3yabTaTOB MacCOBOTO 00CIeA0BAHUS HOBOPOXKIEHHBIX
Ha BJIKH 3a 11 et c suBaps 2007 r. mo nekadpp 2017 1.

Hetu, BbISIBJIEHHbIE MO Pe3yJibTaTaM HEOHATaJIbHOTO
ckpuHuHra Ha BJIKH, rocnuranusznpoBaiuch B mpoduib-
Hoe otaeneHue PIIKB PCO-Ananust, rae mpoBOIUIUCH Chl-

BOPOTOYHBIE TECTHI [UIST aHAJIM3a 3JICKTPOJIMTHBIX ITOKa3aTe-
Jieli 1 onpeneeHust Npo@uisi CTepouIoB, Y 3-IUarHocTuKa
OpraHoB MaJIoro Ta3a/MOIIIOHKH, HAIITOYEYHUKOB, KOHCYJTh-
TaIWy TPOMMITEHBIMU CIIEIIUATCTAMH (YPOJIOT, THHEKOJIOT,
TeHeTHK, SHIOKPUHOJIOT). KapruoTunupoBaHue OCyLIECTBIs -
JIoCh Ha 6a3e LIUTOreHeTUYEeCKoit TabopaTtopun Meauko-re-
Hetudeckoii KoHcyabTaimu (MI'K) PAKD c uenbto onpene-
JICHUST TTOJIOBOI TTPUHAIJIEXKHOCTH TTAallMeHTa CTaHIapTHbI-
MU MeToaMu. B KkauecTBe oATBepsKaaroleil AMarHOCTUKI
ITPOBOIMIIOCH MOJIEKYJIIPHO-TEHETUIECKOE MCCIIeTOBAHME.
3ab0p KPOBU U3 BEHbI OCYILECTBIISIICS B CIieLIMAJIbHbIC Ba-
KyYMHBI€ TIPOOMPKHU JIJ1s1 TeMATOJIOTMYECKUX UCCIIeAOBaHUIA
¢ DATA. NanbHeitee BoiaeneHue JJHK, obpadoTka rosmy-
YEHHBIX TaHHBIX, U3yUYCHUE Y MHTEPIPETALNS PE3YJIETATOB
OCYIIECTBIISLTCH Ha 6a3e ®PI'BY DHII.

JleyeHue Ha3HayYaIOCh B COOTBETCTBUU C (heaepaib-
HBIMU KIIMHIYECKUMU PeKOMEHIAIIUSIMHI: TIperapaThl Ta-
0J1eTUPOBAHHOTO TUAPOKOPTHU30HA B CTAPTOBOM 03¢
15—20 Mr/m?/cyT, pu HATUYUK 3JIEKTPOJUTHBIX Hapy-
IeHW — hyapokopTu3oH B go3e 0,05—0,2 Mr/cyT.

Pesynbrathbl

Hetsam, poxaeHHbIM g0 2007 roga, naumarno3 BAKH
YCTaHaBJIMBAJICSI HA OCHOBAaHUU KJIMHUYECKUX MPOSIBJIE-
HUI WU TTIOCTMOPTAJIbHO. B TOCKPUHUHTOBBI TIEpUO B
MTI'K PCO-AnaHus umenach uHGopMauus o 5 nmauueH-
tax ¢ BAKH u3 tpex cemeii. Bce uMeroiuecs: 1aHHbIe
MpeacTaBieHbl B Ta0a. 4. OHU CBUIETEIBCTBYIOT O TIO3MI-
HUX CPOKax NMarHocTuku BupwibHou opmbl BAKH u
JIeTaJJbHOM UCXOJle Y pedeHKa C conbTepsitoleil opmoit
BCJIEICTBME OLIMOOYHOIO TMarHo3a.

Ilepselii cyyaii nuarHoctrku BJIKH B pecniybnvke 3a-
(ukcuponan B 1993 r. JleBouke B Bo3pacte 1,5 MecsiieB ObUT
ycTaHoOBJIeH auarHo3 BAKH, degpuyum 21-eudpokcusa3ol,
convmepsowas popma Ha OCHOBAHUU COYETaHUs KIMHUYE-
CKUX MPU3HAKOB COJITEPSIONIETO KpU3a, HEMPaBUJIbHOTO

Tabnuya 3
CooTBeTcTBME reHeTu4eckoro AedeKkra KNMHNYECKON KapTuHe aedunumnta 21-ruapoKcunasbl
MyTtauus Yacrora ajuiebHOro BapuanTa, % Knununyeckast popma

Heneuusi/KpyrHasi KOHBEPCUS 21,3 CT
MyrTanus caiita CITaiiciHra B UHTpOHe 2 27,8 CT/IIB
R356W 5,8 CT/IIB
Q318W 6,6 CT
1172N 16,9 1B
V281L 3,2 HK
P30L 2,5 HK/I1B

Ilpumenanue: HK — Hexnaccuyeckasi hopma; [1B — npocrast BupuiabHas opma; CT — conbrepsitonias hopma.
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CTPOEHUST HAPYKHBIX TIOJIOBBIX OPTaHOB, TUTIEPTPOMUM HaT-
TMOYEYHUKOB IO TaHHbIM Y 3W 1 HapyllieHrs CTepOrIOoreHe-
3a B TOPMOHAJILHOM Mpoduuie (rmoBeiiieHue yposHs 17-OI1T,
CHIXEHME YPOBHSI KOPTHU30J1a). B CBsI3M ¢ poXIeHneM B ce-
Mbe B 2005 r. BToporo 601bHOro pedeHKa, y KOTOPOro Mnpu
kapuoturle 46,XY Tak e 0TMEYaIOCh HEMPABMIILHOE CTPO-
€He Hapy>KHBIX TIOJIOBBIX OPTAHOB, YTO HE XapaKTEPHO JIIS
HEIOCTATOYHOCTH 2 1 -rMIpoKCcUIa3bl, ObLIO MPOBEAEHO MO-
JIEKYJISIPHO-TEHETUYECKOE MCCIIeIOBAaHNE TeHOB, OTBETCTBEH-
HbIx 3a pazsutre BJIKH. Y cubcoB Obuia BbIsIBJIeHa MyTa-
mms B reHe HSD3B2 B romo3urotHoM coctostHun W230X/
W230X. Poqutenu aeteii, He COCTOSIIITME B OJIM3KOPOICTBEH-
HOM Opake, 0Ka3aJIicCh reTepO3UTOTHBIMU HOCUTEISIMU TaH-
Ho#l myTtauuu. B ToT ke nmepuon 6wuta mpoBeaeHa JJHK-
JIMarHOCTHKA B CEMbE, B KOTOPOIi CTapIieMy peOeHKY Ira-
rHo3 B/IKH, dechuyum 21-eudpoxcunra3vt ObLT yCTAHOBJIEH

noctMopTtaibHO B 2003 1. B pesynabTate MoseKyIsipHO-TeHe-
TUYECKOTO UCCIIeI0BaHuUsT oOpa3iia KpOBM BTOPOTO pebeHKa
C coJibTepsitolleli (popMoii ObLiIa BhISIBJIEHA TaKasl Ke, KaK B
npenbinyiei ceMbe Mytauys B reHe HSD3/32 B roMO3UTOT-
HOM COCTOSTHUM.

B nocnenyromiem ¢ stuapst 2007 . o aekadps 2017 1. B
paMKax ImporpaMMbl HEOHATAIbLHOIO CKpMHMHTA Ha 6a3e MI'K
PIAKB PCO-Ananusi mpoBeaeHO MccieloBaHue YPOBHS
17-OIl1T" B cyxux matHax KpoBU y 112350 HOBOPOXKIEHHBIX.
ITo pesynbraTam nepBoro sramna y 588 HoBopoxaeHHbIX (0,5%
OT yncna oocaenoBaHHbIX) KoHleHTpanus 17-OT1I B kpoBu
MpeBbICKIa HOpMaTHUBHBIEe 3HaYeHsT. COrIaCHO MEeTOIMYe-
ckuM pekomeHmamsiM @I'BY DHII, 3t HOBOpOXKIEHHBIE
BouwM B rpymity pycka 1o BIIKH, 13 Hux Ha BTopoM 3Tare
00csenoBaH 551 pebeHOK, 4To cocTaBuiIo 93,7% ot moiexa-
IIMX 00CTeroBaHMIo (TadlL. 5).

Tabnuua 4

JaHHble o naymeHTax ¢ BAKH, BbiaBneHHbix ao 2006 r.

TaJIbITUPYyEeMbIMU B HEM
TECTUKYJIAMH,
MUKPOTIEHUC, MOIIIO-
HOYHas
Tunocnanus.

CT (+)

dopma, nedunur
21-TuapoKcuIasbl

14 cyTku

Ne WHuimansl, Harmonainb- Crpoenue HITO u TIpenBapuTenbHbI Kapuorun PesynbraThl OKOHUaTeJIbHbII
TOJl POXXIEHUST HOCTb Haanuue IMATHO3 U BO3PACT JHK- IMATHO3
ponuTeneii COJIBTEPSIIOIIETO TMalureHTa B MOMEHT TIMATHOCTUKU
KOMITOHEHTa €ro MOCTaHOBKYU
(CT +/-)
1 3.B., 1992 OCETHUHBI luneprtpodust knropa BAKH, BupuibHast 46,XX Myraiuu B BJAKH, BupuibHas
110 5 CM, TUTIOTLIa3Ust dopma, nepuuur reHe CYP21 dbopma, nepuuur
MaJIbIX TTOJIOBBIX TY0, 21-ruapoKcuIaspl 1172N/1172N | 21-rumpokcuiasbl.
Bupuausaius Prader 4. 5 net
CT (-)
Jo 1996 cembst mpokuBaia 3a peznesamu P@. B Bozpacre 7 net npoBeneHa heMUHU3MPYIOLIAs IIACTUKA.
2 K.3., 1993 OCETUHBI uneprpodus kniuropa BIAKH, 46,XX
1o 1, Sem, runeprpodus COJIBTEPSIOLIAS
MaJIbIX TIOJIOBBIX TY0, BU- dopma, nebuuut
punusanus Prader 2. 21-ruapoKcuIasel
CT (+)
1,5 mecsma Myrauuu B re- BAKH,
COJIbTEPSIIOILAsT
K.A., 2005 Pacuieriennast BIAKH, 46,XY H%Vglgé))gfz dopma seduiut
MOIIIOHKA, C COJIbTEPSIIONIAsk -
PAIOL W230X 33-I'C, (2006r.)

Mam)qm(y TIPOBEICHEI OIl€paluU IO

MaCKyI[I/IHVBI/Ipy}OH_IGf/'I IJIaCTUKE HAPY>KHBIX TEHUTATNM.

3 C.A., 2003

OCETUHBI

C.JIL., 2005

luneptpodus kmuropa | YMmep:a B Bo3pacre 1,5 He He Huarno3 BAKH

1o 1,0 cm, Bupmim3anms MeCSLEB, TUarHo3: TIPOBOIUJICS | TIPOBOIMIICS YCTaHOBJIEH
Prader 2 OKM, nHbeKIIMOHHO- MOCTMOPTAJIBHO
CT (+) TOKCHUYECKHI{ LIOK.

Tuneprpocdus Kimtopa BIAKH, Myrauuu B BIKH,

1o 1,0 cM, BUpmiIM3anms COJIBTEPSIOLLAS 46,XX reHe HSD332 COJIbTEepSIIOLIAast
Prader 2 dopma, aeduuT W230X/ dopma nepuunt
CT (+) 21-ruapoKcuIa3bl W230X 3B-I'C/, (2006r.)

18 cyTku
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OCHOBHBIMY TTIPUIMHAMHM, TI0 KOTOPBIM HE YIAIOCh
obcnenosath 37 (6,6%) neteii Ha 11 aTare HeoOHATAJILHOTO
CKPWHMHTA, CTaJIA HETIPaBUJIbHO YKa3aHHBIN agpec B TeCT-
OJIaHKe W BBIE3]l CEMbH 3a MPeAesIbl PECIyOJIUKH.

3a 11-netHuit nepuoa 6wv10 obcaeagoBaHo 112530
HOBOPOKIECHHBIX, BEISIBIICHO 1 1 TTALIMEHTOB C pa3IMIHBIMA
dopmamu BJIKH: 6 gereii ¢ 21-ruapokcuia3Hoi HeaocTa-
TOYHOCTBIO 1 5 TIAIIMEHTOB C HEIOCTaTOYHOCThIO (hepMeHTa
3B3-I'C/ (Tadu. 6).

ITo pe3yiabTaTaM CKpMHMHTA BBISBIEHO 6 MMALIMEHTOB
¢ neuuToM 2 1-ruIpoKcuaasbl, y KOTOpbIX HAOIIOAATNCH
KJIaCCHYECKHE KITMHUYECKIE MPOSIBIICHUST: TIPU3HAKH BO-
JTHO-COJIeBOro nucbanaHca (HeyKpoTumMasl pBOTa, XXKUAKUI
CTYJ, pe3Koe TajeHre apTepruaIbHOrO IaBJIeHMs ), BbIpa-
>xeHHas Bupwimsauust HITO y neBouek — Prader 4-5, Hop-
manbHoe ctpoeHre HITO y manbpunkoB. Y Bcex mauueH-
TOB JWArHo3 MOITBEPKICH MOJICKYJISIPHO-TCHETHIECKH.
I1pu BupuiIbHOM (hopMe BBISIBIICHA TUITMIHAS MYyTallWsT
p. [172N. VY nereii ¢ conbrepsitolieii (hopmMoit oOHapyxke-
HbI paHee onucaHHble MyTauuu B reHe CYP2I: 12 spl,
R356W, P453S, R358W, Q318X. Cieayer OTMETUTD, YTO
JeJIeIIN ¥ KPYITHBIE KOHBEPCUH, SIBJISTIONIECS Hanbolree
JacTBIMHU MTPUINHAMU BO3HUKHOBEHUSI 3a00JIeBaHUS
(Tadu. 3), B vicciemyeMoii IOMYJISIIANA He BCTPEYaloTCs.

OcobeHHocThi0 ckprHUHTa B PCO-AnaHust okazauioch
BoIsiBIeHUE 5 manueHToB ¢ 33-1'CJl HenoCTaTOUHOCTHIO.
Y Bcex 3TuX NalueHTOB 0TMevanoch nosbieHue 17-OT1T
(ot 115 1o 531 HMOJIB/11.), UTO ¥ TTOCITYKMIIO TTOBOIOM JIJIST
ux goodcnenoBaHus. KimHUYeCKHM y BCeX OTMedaaucCh

MpU3HAKHU TTOTEPU COJIU Ha (pOHE He3HAYUTEIbHOM BUPH-
Jm3anuu co ctopoHsl HITO y neBouek, COOTBETCTBYIOLIMX
Prader 2, u HemoctaTouHoit MackyauHuzauuu HITO y
MaJIbYUKOB: paclllerieHUe MOIIIOHKU, MUKPOTIEHUC, MO-
IIIOHOYHAsI WKW CTBOJIOBas ¢hopma rumnocnaauu. Bo Bcex
CJIy4Jasix, MalMeHThl SIBJISTIOTCS OCETUHAMU, U Y BCeX ObLiia
BBISIBJIEHA paHee He OMKMCcaHHasi TOMO3UTOTHAsi HOHCEHC-
myTauus B rene HSD352 W230X: 3aMeHa HYKJIE€OTUIHOTO
ocHoBaHusg G Ha A B kogoHe TGG B nostoxxennu 230, uyro
MPUBOIUT K 00pa3oBaHMIO cTol-KonoHa TGA, a Ha ypoB-
He TPaHCJISILIMU MPOSIBISIETCS CUHTE30M HEIMOJIHOLIEHHO-
ro 6enka 33-I'CI, conepxkaruero auib 229 u3 373 aMuHoO-
KHCJIOTHBIX OCHOBAHMIA.

Takum 06pa3omM, yacToTa BCTpeUyaeMOCTU HauboJiee
pacnipoctpaHeHHoit ¢opmbl BIKH, 21-runpokcunasHoit
HenoctaTouHocTu, B PCO-Ananus, coctaBuia 1:18725
SKUBOPOXKIEHHBIX, YTO 3HAYMTEIHHO HIDKE, YEM B CPETHEM
no Poccuu (1:9500). OnHako cpenu oceTuH ObLia BBISIB-
JIeHa BbICOKAsl paclpOCTPaHEHHOCTb OUYE€Hb penkoit (op-
mbl BAKH nedunura 33-I'CI — 1:22470, X0Ts U3BECTHO,
YTO B OOJIBIIMHCTBE MOMYISAU Mupa necduuut 21-ru-
JIpoKcuiasbl siBisieTcss noMuHupyoomumM tunom BJIKH u
BcTpeyaeTcs 6osiee yeMm B 100 pa3 vauie, yeM aeUIUT
3B-I'CAH.

YuuTteiBas, 4yTo 3a00J€BaHNE HACIEIYETCS ayTOCOM-
HO-PELIECCUBHO, a CPEIM OCETUH OJM3KOPOICTBEHHbBIC
Opaku BCTpeyaloTcs KpaliHe peKo, BHICOKYIO YACTOTY HO-
curenbctBa mytauuu W230X B rene HSD3B2 cpenu oce-
TUH MOXHO OOBSICHUTH «3(D(HEKTOM OCHOBATEISI».

Tabnuya 5
PesynbraTbl HeoHaTanbHOro ckpuHuHra Ha BAKH B PCO-Ananuns

Ton Komnue- Konuuectso KonnyecTBo HOBOPOXIEHHBIX C Komnnuectso pete- Konnuectso

CKPVMHUHTIA | CTBO XMBO- obcnenoBanmii Ha BJIKH TTOBBIIIIEHHBIM ypoBHeM 17-OTI1T CTUPOBAHHBIX JIeTEH BBISIBJIEHHBIX

POXIEHHBIX I % Ha | aTame MTAIIEHTOB
2007 9814 9750 99,3 40 30 -
2008 10183 10121 99,4 85 79 -
2009 10226 10098 98,7 37 34 1
2010 10384 10223 98,4 65 60 1
2011 10445 10376 99,3 46 42 4
2012 10747 10697 99,5 58 54 -
2013 10873 10849 99,7 69 68 3
2014 10932 10877 99,4 57 55 1
2015 10299 10260 99,6 48 48 -
2016 10032 10002 99,7 43 42 -
2017 9165 9097 99,2 40 39 1
HUTOTIO: 113100 112350 99,3 588 551 11
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Tabnuuya 6
[aHHble o nauyumeHTax ¢ BAKH, BbiABNEeHHbIX N0 pe3ynbTataM HEOHaTaZlbHOTO CKPUHUHIa
Noe | Muuum- | Hauwmo- | Crpoenue HITO u | Pesynbrar [ IpenBapuTenbHbIN Kapuorun PesynbraThl OKOHYaTeNb-
aJibl, TOJl HaJlb- HaJIMYME COJIbTe- | BTara CKpu- | IMarHo3 U CPOKHU ero JOHK- HbIIi 1MarHo3
poxJe- | HOCTb PO- | PSIIOLIEro KOMIO- HMHra* MOCTaHOBKHU TIMArHOCTUKU
HUS nuTenein HeHrta (CT +/-)
1 K.B. OCETUHBI Tuneprpodus He o6cneno- BAKH, BupuibHas 46,XX MyTalllM B Te- BJIKH, Bu-
2019 kiuropa 10 2,0 BaHa I1o dopma, neduur 21 — He CYP 2: puibHas dop-
CM, YPOT€HUTab- | CKPUHUHTY B TUIPOKCHIIA3HI. p. 1172N/ Ma, neuuur 21
HbIIl CUHYC, BUPU- | CBSI3M C OT- 2 rona p. [172N. — I'MIpOKCUIa-
nu3auus Prader 3 CYTCTBUEM 3bl.
CT (-) PEaKkTHBOB.
[To3nHsist MOCTaHOBKA TMArHO3a 00YCIOBIeHA OTCYTCTBUEM PEAKTUBOB [UIsSi CKDUHUHTA MPU POKICHUH PEOCHKA.
JleBouke npoBeneHa (heMuHU3Mpytomas ractuka HITO.
2 C.P., OCETUHBI Tuneprpodust 17-OIIT — BJAKH, conbTepsio- 46,XX Myrauuu B re- | BAKH, conbre-
2010 KJIUTOpA 10 531 HMOJIB/T mast hopma. He HSD3p2 psas opma,
1,5 cM, runeptpo- 14 cyTtkun W230X/ nebuuT
us manbIx moso- W230X 33-I'Ca
BBIX I'yO, BUPWIIH -
3aums Prader 2
CT (+)
Pe6enok ymep B Bospacte 2 jeT. [1-3: OKW. MHbeKIIMOHHO-TOKCMYeCKU 10K, COTbTEPSIOLINIA KPU3.
o pesynbTaTam mpeHaTATbHON TUATHOCTUKHY CIIEMYIONIast 0epeMeHHOCTh ITpepBaHa B cpoke 14 Henenb, T.K. y TUIO/Ia BISIBIICHA YKa3aHHAsT
MYTallusi B TOMO3UTOTHOM COCTOSTHUM.
3 C.C, apmsiika/ | HITO chopmupo- 17-OIT" — BAKH, conbrepsito- [Tpu poxxne- mytauuu B re- | BIKH, conbre-
2011 pycckuit | BaHbI M0 Myxcko- | 700 HMomb/1 | mast popma, nedbunur HUM 3aperu- He CYP 21 pstroriast pop-
MYy THUITY, BUDUIIH- 21-ruapokcuiasbl CTpUpPOBaHa B 12spl/ ma, geduuur 21
3amums Prader 5 10 cytkun MYXCKOM T0JIE. Q318X — TUApKCUIa-
CT (+) 46,XX 3BI.
ITpoBeneHa cmeHa nacrnopTHoro noja u pemuHusupyoas miactuka HI1O.
4 K.A., OCETUHBI T'unocmanus, 17-OIT' — BJIKH, conbrepsito- 46, XY Myrtanuu B re- | BIIKH, conbre-
2011 ctBojioBast bopma, | 300 HMOJB/1 | 1Hast hopMma geuuT He HSD3B2 pstiotnast op-
TECTUKYJIBI B MO- 21-ruapoKcusiasbl W230X/ Ma, g1epuumut
LIOHKE 16 cytkun W230X 3p-Irca
CT (+)
PeGeHok ymep B Bo3pacTte | Mecsiiia, B CBSI3U C OCIIOXKHEHUSIMU TIOCJIE IIPOBEIECHHOTO ONMEPaTUBHOTO BMEIIATEIbCTBA IO TIOBONY aTPE3nH
JKEJTIEBBIBOMISIIINX ITyTEA.
J1Be mocnenyoiye 6epeMeHHOCTH 3aKOHIMIINCH POXKICHUEM 3IOPOBBIX ICTEH, SIBIISTIOIIMXCST TeTePO3UTOTHBIMU HOCUTEISIMU MYTAHTHOTO
reHa. 1o pe3ynbratam NMpeHaTalbHOM TMAarHOCTUKY YeTBepTast 6epeMEHHOCTD MpepBaHa B cpoke 12 Helelb, T.K. y TUTO[a BhISIBIEHA yKa-
3aHHAasi MyTall¥si B TOMO3UTOTHOM COCTOSTHUH.
5 CA., OCETHH- Tuneprpodus 17-OIIT — BJIKH, conbrepsito- 46,XX Myrauus B re- | BAKH, conbre-
2011 Ka/Taj- kauTopa 10 2,0 185 Hmonb/n | was dhopma, iebuLmuT He CYP 2142 pstiiorast hop-
KUK CM, YPOT€HUTAJIb- 21-TuapoKcuIasbl R358W/Q318X | wma, nepuuut
HBIIl CUHYC, BUPU- 17 cytku 21-TuapoKcH-
nm3auus Prader 3 J1a3bl
CT (+)
6 T.A., ocetunbsl | HITO chopmupo- 17-OIIT — BIKH, conbrepsiio- 46XY Myrauus B re- | BAKH, conbre-
2011 BaHbI 1O MYXCKO- | 550 HMOJb/1 | wWwas hopma, AeUuLmuT He CYP2IA2 psitoiast pop-
My THILY, Ipa- 21-runpokcuiasbl R483P/ R483P | wMa, neuuur
BWJIBHO 18 cyTku 21-TunpoKcH-
CT (+) J1a3bl
[To pesynbTaTam npeHaTaabHOW TUATHOCTUKM Y IJIO/A yKa3aHHAsI MyTallisl HE BbISIBICHA U CEyIoLasi 6epeMeHHOCTb 3aKOHYMIACH POXK-
JIEHUEM 30pOBOTro pedbeHKa.

MpoponxeHne cM. Ha cn. CTp.
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Ne | Mawmm- Hauwuo- | Crpoenue HITO u | Pesynbrar I [MpenBapuTenbHbIi Kapuorun PesynbraTs OKoOHuaresb-
aJIbl, TOIT HaJlb- HaJIMuue CONbTe- | JdTala CKpU- | TUATHO3 U CPOKU €ro JHK- HBII TMarHO3
poOXIe- | HOCTb pO- | PSIIOIIETO KOMITO- HUHTa* TTOCTaHOBKHU TIMATHOCTUKU
HUS IATENen Henta (CT +/-)
7 K.T., ocetuHbl | I'mmocmamusi, Mo- 17-OITl" — BIAKH, conbrepsiio- 46, XY Myrtamuu B re- | BIIKH, conbre-
2013 moHoYHast opMma, | 326 HMOJIb/J 1asi hopma. He HSD3B32 pstiotnas op-
JIBYCTOPOHHMIA 15 cytkun W230X/ Ma, 1epuumuT
KPUINTOPXU3M W230X 33-I'Ca
CT (+)
IMposeneHa mackyamHusupyrouias riactuka HITO.
8 K.B., pycckue | HITO chopmupo- 17-OIIT — BIKH, conbrepsito- IMpu poxnae- | Myrauuu Bre- | BAKH, conbre-
2013 BaHbI 10 My>XCKO- | 90 HMozb/n | 1was dopma, 1eGuuut HUU 3aperu- He CYP2IA2 psito1asi pop-
My TUITY, BUPUJIN- 21-ruapoKcuiassbl. CTpUpOBaHa B 12 spl, Ma, nepuuut
3auus Prader 5 14 cytkun MYKCKOM T10- R356W, 21-ruapokcu-
CT (+) Jse. 46, XX P453S J1a3bl.
[MpoBeneHa cMeHa macnopTHOTro noJja u pemMuHusupylouias ractuka HI1O.
9 1I.0., mnosibKa/ Tuneptpodus 17-OI1T" — BJKH, conbrepsito- Tlpu poxkne- | Myrauuu Bre- | BAKH, conbre-
2013 pyccKuit kautopa 1o 1,0 205 Hmoab/a | was dopma, IeULIUT | HUM 3aperu- He CYP2IA2 psirorast pop-
CM, YPOT€HUTAJIb- 21-ruapoKcuiassl. CTpUpOBaHa B 12spl/ Ma, 1epuumuT
HBIIi CUHYC, TTOI- 16 cytku MYKCKOM TI0- 1172N 21-ruapokcu-
chuHKTEpHAsS ne. 46,XX JIa3bl.
dopma, BupuIn3a-
uus Prader 3
CT (+).
TIpoBeneHa cMeHa MacnmopTHOTO Tosa U heMuHM3Mpyromias riactuka HITO.
10 C.A,, ocetuHbl | HITO chopmupo- 17-OI1T' — BJIKH, conbrepsiio- 46,XX Myrtamuu Bre- | BIAKH, conbre-
2014 BaHBbI 110 XEHCKO- | 315 HMOIIB/JI mas ¢opma. He HSD3p32 pstroriiast pop-
My THUIY, TIPaBUJIb- 17 cytku W230X/ Ma, 1eULInUT
HO W230X 33-I'CA
CT (+)
11 K.X. OCETUHBI T'unocnagust, Mo- 17-OI1T" — BJIKH, conbrepsito- 46,XY Myraiuu B BIKH, conbre-
2017 moHovuHas dopMma, | 115 HMonb/n mast hopma. reve HSD332 psroniiast pop-
JIBYCTOPOHHMIA 16 cytku W230X/ Ma, 1eUInUT
KPUINITOPXU3M W230X 3p-ICa
CT (+)
[MpoBomutest utactuka HITO mo MyxkckoMy TUTTy.

IIpwue'taHue: * — B COOTBETCTBUHU C pPEKOMEHIAIAMU HOPMATHBHBIMU 3HAYCHUAMMU JIs1 JOHOIIECHHBIX HOBOPOKICHHBIX ABJIAIOTCA IMTOKA3aTC/IN 17-

OIITl — no 30 HMOJIB/1.

V BceX BBISIBJIEHHBIX B pe3yabTaTe CKpUHMUHTA JeTeii IMarHo3 ObuT YCTAaHOBJICH B ICKPETUPOBAHHBIC CDOKH — Ha 1 Mecsitie XXU3HU.

O6cyxpeHne

C HayvaJja BBeJIEHUS MaCCOBOTO CKPUHMHTA HOBOPOX-
neHHbIX Bce aetu ¢ BJIKH Oblin BBISIBIEHBI HA JOKJIUHM -
YeCcKOM 3Tarle, 3a UCKIIoUeHeM pedeHKa, pOXKIeHHOTO B
MEepUOJ OTCYTCTBUS peakTUBOB. JlaHHbIe KaTaMHe3a CBU-
JeTeJIbCTBYIOT O TOM, 4TO Bce nauuneHTsl ¢ BJIKH, BbIsiB-
JICHHBIE B pe3yJibTaTe CKPMHUHIA, UMEIOT YIOBIETBOPU-
TeJIbHbIE MoKa3aTeau pu3nyeckoro pa3sutus. KommneH-
calMs TOPMOHAJbHOTO CTaTyca OCYIIECTBJISIETCS MO
pe3yabTaTaM UCClIe0OBaHUS CTEPOUTHOTO U JEKTPOJIUT-
HOTO MpobuIs.

K coxxanenuto, He ymaeTcsi IoKa IOJIHOCTBIO TIPeIoTBpa-
TUTD OIIMOKK B BBIOOPE TOJIOBOI MPUHAIICKHOCTH (peru-
CTpAalIMIO IEBOYCK C OMCEKCYaTbHBIM CTPOCHIEM HapYKHBIX
TeHUTAJINIA B MY>KCKOM ITaCITOPTHOM T10J1€), TaK KaK IepBUY-
Hasl UICHTUMUKAITUS T10J1a OCYIIIECTBIISIETCSI B POMMIBHBIX
nomax. Tonbko nocienytoniee oocaenoBaHue pebeHka Ha 0a-
3¢ PIIKb PCO-Ananus no3BonsieT Bepu(pUIIMPOBATh A1a-
THO3 U 06€30IITMO0YHO OIIPEIEIUTD IMOJ PeOCHKA.

HecMmoTpst Ha TO, 9TO aITOPUTMBI TUATHOCTUKY TTpaK-
TUYECKU BCeX CKPUHUPYEeMBbIX B Poccun Ho3o0ruii, BKITO-
YaloT TIPOBEJICHNE MOJICKYJISIPHO-TEHETUYECKOTO MCClie-
JMOBaHMS B Ka4eCTBE MOATBEPKAAIOIICH TMarHOCTUKU, Ma-
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TepuaJbHO-TEXHUUYECKasd 0a3a B pernoHax He Bcermaa
TMO3BOJISIET OTO OCYIIIECTBUTb.

HecomHeHHO, MaccoBoe 00ciie1oBaHUE HOBOPOXKICH -
Heix Ha BJIKH B Poccniickoit @enmeparinit o3BOJIMIIO 3Ha-
YUTEJIBHO MOBBICUTH 3(P(HEKTUBHOCTH BHISIBJICHUS TAHHOMK
MaTOJIOTUU, TIOJIYYUTh TaHHBIE O €r0 YaCTOTE Ha TEPPUTO-
puu PO B 11€J10M 1 B OTIEIBHBIX PETMOHAX CTPAHbBI, COKpa-
TUTb CPOKM NMOCTAHOBKU ITMArHO30B M Hayvaja Je4YeHMUsl,
TEeM CaMbIM MPEAOTBPATUTh Pa3BUTHUE TSKEJbIX, MOPoii da-
TaJIbHBIX OCJIOXKHEHUH.

MmMeromumiics B Poccru onbIT 1o MpoBeAEHUIO HEOHA-
TajgpbHOro ckprHuHra Ha BJIKH npencrapisier orpoMHbIi
HMHTEPEC, T.K. MOIMYJISILIMOHHO-TeHeTUIECKUE aCTIeKThI TaH-
Horo 3a00J1€BaHUM HEIOCTATOYHO M3YUYeHBI, a pa3paboTKa
BOIPOCOB T'€HETUYECKOU SMUAEMUOJIOTMHU TTPUHIUITUATb-
HO BaXkKHa KakK C MPaKTUYECKOM, TaK U C TEOPETUYECKOI TO-
yek 3peHus [17].

JlecsITUNETHUI OTBIT MPOBEACHUsI CKPUHUHTA Ha
BIKH B PCO-Ananust No3BOJISIET CAeJaTh BEIBOABI O TOM,
YTO pecnyOJMKY MOXHO OTHECTH K PETMOHAaM C HU3KOM
yacrotoit BIIKH, o6ycioBneHHoit aepuunrom 2 1-ruapox-
cunasbl — 1:18725 HoBopoxaeHHBIX. B ctpykTtype BAKH
B PCO-A oxa3zanach pacnpocTpaHeHHOI pelKO BCTpeva-
IoIIasiCsl B PYTUX perMoHax 3B3-ruapoKCucTepouIaeruapo-
reHasHasi HefiocTaTouHOCTh (1:22470), obycioBaeHHas pa-
Hee He onucaHHou MyTtanueir W230X B reHe HSD3B2.
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