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Hekaaccuueckas cpopma aecpuumta 21-ruapokcurasel (HK21OH) — 0aAHO M3 cambix 4acTbIX MOHOTEHHbIX 3a00AeBaHUiT C ayTo-
COMHO-peLIeCCUBHBIM TUIMIOM HacAeAOBaHus. B oTAnume oT kaaccuueckux chopm 3aboaeBanmns yactota HK210OH B poccuiickoi
NONYASILMKM AO HACTOSILLErO BpeMeHH He u3yyeHa. Lleab nccaeaosanns — ouenuts uctuhHyio yacrory HK21OH Ha ocHoBanum
PacnpoCTpPaHEeHHOCTH ABYX HanboAee HacCTbix MyTaUuui, XapaKTePHbIX AAS AQHHOTO 3a0oAeBanus. MccaeaoBaHo 938 cayuaitHo
0TOOpaHHbIX 00Pa3LIOB NATEH KPOBU, MOAYYEHHbIX MPU NPOBEAEHUM HEOHATAALHOTO CKPMHMHIA Y A€Tei, POAMBIIMXCS B TeYeHue
OAHOTO KaA€HAApPHOTO FoAa Ha TeppuTopun MocCKoBCKOW 00AacTH. HYacTtoTa 3a60AeBaHMs Obina paccuMTaHa C MUCMOAL30BaHMEM
¢hopmyabl Xapan—Baiin6epra. MMHMMaAbHBII Noka3aTteAb pacnpoctpaHeHHocTn HK21OH B nonyasiumm MockoBckoi obAacTy
OKa3aAcs paBHbiM 1:2206. YpoBeHb 17-rMAPOKCMNIPOrecTepoHa, MOAYHEHHbIH B XOA€ CKPUHUHIA, HE NMO3BOASIET BbISIBASITb HOCK-
TeAel, a HeOHATaAbHbIV CKPMHUHT He No3BoAsieT AarHoctuposaTh HK21OH 6oaee yem B 90% cayuaes.

KatoueBble croBa: Hekaaccudeckasl (hopma aepmuumnta 21-ruApoKcmaasbl, HEOHaTaAbHbIA CKPUHWUHI, 17-rmApOKCUIIPOreCTepOH.

The non-classical form of 21-hydroxylase deficiency (NC210H) is one of the most common monogenic diseases inherited in
the autosomal-recessive pattern. The incidence of this condition in the Russian population, unlike that of its classical variant,
remains to be elucidated. Aim. The objective of the present study was to estimate the true incidence of NC210OH based on
the prevalence of the two most frequent mutations associated with this disease. A total of 998 randomly selected blood spots
were obtained in the course of neonatal screening of the children born within one calendar year at the territory of the Moscow
region. The incidence of the disease was calculated with the use of Hardi-Weinberg equation. The minimal prevalence rate of
NC210H in the population of the Moscow region was estimated to be 1:2206. The level of 17-hydroxyprogesterone (17-OHP)
calculated based on the results of the screening studies can not be used to identify the carriers of the pathology of interest

whereas neonatal screening allows to diagnose no more than 90% of the cases of NC210H.

Key words: non-classical form of 21-hydroxylase deficiency, neonatal screening, 17-hydroxyprogesterone.

BpoxxnenHass aucdyHKIMsI KOpbl HaIIOYEYHUKOB
(BAKH) — rpynna 3a6oneBaHuii ¢ ayTOCOMHO-pelleC-
CHBHBIM TUIIOM HacJIeMOBaHMSI, TIPY KOTOPHIX HApyIIIeH
OIIMH M3 3TallOB OMOCUHTE3a KOPTU30J1a BCIEICTBUE Te-
HETUYECKU 00yCI0BIeHHOTrO AedeKkTa HepMEHTHBIX CH-
CTEM WJIY TPaHCIOPTHBIX O6enkoB. deduiut dhepMmeHTa
21-runpokcuiassbl SIBJISIETCS caMOl pacpoCcTpaHeHHO
dopMoii 3a001eBaHUs 1 BcTpeyaeTcs: boiee yeM B 90%
Bcex ciydaeB BJIKH [1—5]. CpenHsst pacripocTpaHeH-
HOCTb KJlaccuiyeckux (hopM 3a0oyieBaHUsI, BBIYMCIICH-
Hasl TI0 TaHHBIM HEOHATaJIbHOTO CKPUHUHTA, COCTaBJIS -
eT B cpeadeMm 1 Ha 10 000—15 000 HOBOPOXIEHHBIX
[6—14]. B poccuiickoil MOMYJISLMHU, IO IOCAEIHUM
naHHbIM, 3Ta BeaumumHa pocturaer 1:8000. Yactora
BCTPEYaEMOCTU HeKJIaccuuyeckoil Gopmbl aeduuuta
21-ruapoxcunazbl (HK210H) o6b14HO TIpeBbIIIAET Ta-
KOBYIO KJJaCCMYECKUX BapUaHTOB 3a00JIeBaHNsI, HO 3Ha-
YUTEIBHO BAPbUPYET B PA3TMYHBIX ITOITYJISILIUSIX,, KOJIeO-
Jisick oT 1:27 no 1:10 000 HoBopoxneHHbIX [ 15—19]. Hs

POCCUICKOI MOMYJISILIMUA 3T JaHHbIE OTCYTCTBYIOT. B
OTJINYME OT KiIaccuueckux hopM aedunura 2 1-ruapok-
CWJIa3bl, XapaKTEePU3YIOIIMXCS HaIUuueM crenubuye-
CKUX KJIIMHUKO-J1aO0OpaTOPHBIX KPUTEPUEB, BBISBIISIIO-
IIUXCS YK€ B TEPUOI HOBOPOXKIEHHOCTU, KIMHUYECKUE
u ropmoHaibHbIe TiposiieHuss HK210H otcpoueHs! u
Hecleun@PUYHbI, 4TO 3aTPYyIHSET BO3MOXHOCTb OLIEH-
KU €€ paclpoCTPaHEHHOCTH MO 00pallaeMOCTH U AaH-
HBIM HEOHaTaJlbHOTO CKpuHUHTra. Hamu Obuta olleHeHa
yactoTa BcTpeyaeMoctu HK210OH Ha ocHoBaHMu pac-
MPOCTPAaHEHHOCTHU IBYX HAM0OJIee YaCThIX MyTalluii, Xa-
PaKTEPHBIX U151 JAaHHOTO 3a00JIeBaHUS.

Martepuan u metoasi

Obsexm uccaedosauus — CIYy4aiiHO OTOOpaHHBIE
00pa3lbl MATeH KPOBH, IOJIyYCHHBIC TIPU IIPOBEICHUN
HEOHATaJIbHOIO CKPMHUHIA y IETEi, POAUBILIMXCS B TE-
YeHUe OJHOI0 KaJeHAapHOro rofa Ha Tepputopun Mo-
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CKOBCKOI obsiactu. KputepusiMu BKIIIOUEHUSI SIBJISIACh
JIOHOIIIEHHOCTh HOBOPOXXIEHHOTO U OTCYTCTBUE TSIXKE-
JIBIX BPOXIEHHBIX 3a00jieBaHMil. YPOBEHb 17-rUIpoK-
curniporectepoHa (17-OHII) npu otdope 0Opa3ioB He
YYUTHIBAJICS.

Hnsa onpeneneHus HEOOXOAUMOIO 00beMa HabJIIo-
JIEHWI1 UCIIOJIb30Bajlach CTaTUCTUYeCKask hopMyJa (OT-
HOCUTEIbHbIC BEJTUYUHBI):

t’pq
AZ
IJIe N — HeoOXOAUMBIH 00beM HAOMIOAEHUI, t — TOBe-
PUTENBHBIN KO3 MUILIMEHT, p — IMOKa3aTelb, B3SThII U3
MPENBIIYIINX UCCIIEAOBAHMIA, a €CJIM aHAJIOTUYHBIE UC-
cJieoBaHUS He MPOBOIUIUCH, TO OepeTcsl MaKCUMalb-
Hasl BeJIMYMHa pq, paBHas 50%, A — ommmokKa.

Monexynapno-eenemuueckoe uccaedosanue. JTHK
BBIIC/SUIM C HCHOJIb30BaHMEM HabopoB Diatom Pre
DHA 100. Ins BeisBnenust mytauuu V281L npu TTLHP
HCIOJIb30BaIM  ClIeaylole onuronykiaeotuas: Fl1,
CGGACCTGTCCTTGGGAGACTAC (npsimoii Tipaii-
Mep, creluUuuHbIi a1 3K30oHa 3 reHa CYP2IA2),
1688T, GGTCCACTGCAGCCATGTGCAA (obGpar-
HBII mpalimMep, crieluUIHbIN 11 myTauuu V281L), u
R1, CCTCTCCCAGACCGTCTCATC (obpaTHbIi
npaiiMep, BHYTPEHHUII KOHTpOJb). [Ipn Haamuum my-
tauun V281L oxwupanach amruimdukauus 2 ITTLP-
nponykToB: F1-1688T (993 m.o.) u F1-R1 (1635 m.0.),
npu orcyrctBuu mytaiuu — 1 ITHP-nmponykt F1-R1
(1635 m.0.). Hayimune MyTalmy MOATBEPXKIATIOCH 3aTEM
MIPY CEKBEHUPOBAHUM.

Hns BeisgBaeHust mytauuu P30L nmpu ITTHP wuc-
MOJIBb30BAIM  CJIEAYIOIIME  OJUTOHyKJIeoTuanl: F2,
GCGATTCAGGAAGGCCTATTAGG (mpsimoii mpaii-
Mep, BHYTpeHHUi#l KoHTposb), 92T, CTCCG
GAGCCTCCACCTCCT (npsimoii mipaiiMep, cIielu-
buunblii g myranum P30L), u R2, TCCAGAG
CAGGGAGTAGTCTC (obOpatHblii TipaiimMep, crieiu-
¢uuHbIi 17151 9K30Ha 3 reHa CYP21A2). Tlpu Hanuuuu
Mytaiuu P30L oxwunmanach amruimpukanus 2 ITHP-
nponykToB: F2-R2 (1146 11.0.) u F2-92T (640 11.0.), ipu
orcyrctBuM wmytauuu — 1 ITHP-npoaykr F2-R2
(1146 11.0.). Hamune MyTalmy MOATBEPXKIATIOCH 3aTEM
MIpY CEKBEHUPOBAHUM.

Botuucaenue uacmomost 3a604e6anusi TIPOBOIUIOCH
o ¢opMyne Xapnu— Baiin6epra:

n=

>

p’+2pq+q’ =1,

rme p*> — J0Jisi TOMO3WUIOT II0 OOHOMY W3 ajUlesiel;
p — YacToTa 3TOro ajiens; q2> — I0Jis TOMO3UTOT I10
aJIbTePHATUBHOMY QJIJIENIO; ( — YACTOTa COOTBETCTBYIO-
IIETro ajuless; 2pq — AO0JIsSl TeTePO3UTOT.
Cmamucmuueckyro obpabomky Marepuajga IIpOBO-
JIVIY C TIOMOIIBIO MaKeTa MPUKJIagHbIX ITporpaMM Stat-
Plus 2008. B xone ucciienoBaHus aHATU3UPOBATUCH BbI-
OOpKM, TOMYMHSIOIIMECS HOPMaJIbHOMY pacIipeaelie-
HMIO U XapaKTePHU3YIOIIMeCs IoKa3zareieM Uto, Toe U —
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cpenHee, 0 — CTaHAapTHOe OTKJIOHeHe. KoanyecTBeH-
Hble TaHHBIE TIpeACTaBieHbl B Bume Me (25—75), roe
Me — menuana; 25 u 75 — pa3opoc 3HaUeHUI B BUIIE
COOTBETCTBYIOIIMX ITpolieHTUIeH. [1pu comocraBieHun
JIBYX HE3aBUCUMBIX BHIOOPOK IOJIb30BaJIMCh KPUTEPUEM
CrploneHTa (f).

Pe3yAbTathl

O6beM HabOOaeHUH (TP t=2, T.€. C BEpOSTHOCTHIO
6e3011nb0yHOro nporHosa P=95%) okasajicsi paBHBIM
938. B pesynbrare amnenb-cnenndudaeckoii ITLP cpenn
938 nccnemyeMbIx 00pa3ioB B 41 ObL1a 0OHAPYKEHA MY-
tarus V281L. Haauure MmyTaiinm 6bLTO IIPOBEPEHO CEK-
BEHUPOBAHUEM COOTBETCTBYIOILIETO YyacTKa TeHa B
KaxXIOM U3 00pa3IloB: B 2 00pa3iiax MyTalluX BBISIBICHO
He OBLIO, T.€. YMCJIO0 HOCUTEIeH 0Ka3aloch paBHEIM 39.
HMHTepecHO, 9YTO B HEKOTOPBIX 0Opa3iax IMpy CEKBEHU-
POBaHUHY OBLIY BHISIBIICHBI TOIIOJTHUTEIBHBIC MyTAIlUN B
TeTepO3UTOTHOM COCTOSTHUM (cM. Tadumiy). B xome an-
nenb-cnenudnueckoit ITI[P vy B omHoM 13 938 uccie-
nyeMbix oopasioB mytaiuu P30L BeisiBIeHO He OBLIO.
Takum 00pa3oM, 4acToTa TeTepO3UTOT 0Ka3ajach paB-
Hoii 1:24. Jlonst romo3urot mist mytauuu V2811, pac-
CuMTaHHas 1o 3aKoHy Xapau—BaiiHOepra, okaszanach
paBHO# 1:2206. YunuTeiBast BO3MOXHOCTh aCCOLIMALINUN
HK210H ¢ xoMImayHO-reTepo3UroTHOCTIO 10 MYyTa-
muu V281L, a Takke IpyruMu 6osiee peIKUMA MyTalli-
SIMU, MOXHO yTBepXIaTh, 4To 1:2206 sIB/IsIeTCS MUHU-
MAaJIbBHOI 9aCTOTOM PacIpOCTPaHEHHOCTH JAHHOTO 3a-
00JIeBaHUS B MCCIICIOBAHHOM TOITYJISIINM.

Hamu Takke ObLT MpoaHaJIM3UPOBAH YpOBEeHb 17-
OHIT y rpynmet HocuTeneit (n=39) u B obOpasliax, rue
MYTAIIWi BBIIBJICHO He 06110 (#=899), 1 TOJIyJeHBI Clle-
IOyIoIIne pe3yabTaThl: cpemHee 3HadeHue 17-OHII B
MepBoit rpymme coctaBwio 5,8+3,1 HMONb/J, MUHU-
manbHOe 3HaueHue 17-OHIT — 2 HMonb/n, mMakcu-

AONOAHUTEABbHbIE MYTaLWU U BbISIBA€HHbIE MPU CEKBEHUPOBaHUU

TlopsinkoBblii

Ne HoMep obpasia JonoaHUTeIbHBIC MyTALIUN

1 106 ¢.920_921insT

2 170 ¢.920_921insT

3 335 ¢.920_921insT, Q318X

4 416 ¢.920_921insT

5 552 ¢.920_921insT, Q318X, R356W
6 636 ¢.920_921insT

7 656 Q318X, R356W

8 808 ¢.920_921insT

9 820 ¢.920_921insT

10 827 Q318X, R356W

11 867 ¢.920_921insT, Q318X, R356W
12 933 Q318X, R356W
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Cpasnenue 3Hauennii 17-OHI B rpynne 3A0poBbiX U rpynne HOCHTEAEH.

MajibHOe — 15,4 HMOJb/J1; BO 2-i1 Ipymie o0pa3ioB
cpenHuii ypoBeHb 3HaueHuit 17-OHII oxa3zancst pas-
HBIM 5,913,0 HMOJIb/J1, IPU 3TOM MUHUMAJIBHBIA YpO-
BeHb Iokazatesiss — (0,3 HMOJIb/J, MaKCUMAaJIbHBIA —
25,9 HMoJb/11 (cM. pucyHOK). J1J1s oTipenesieHus 3HaYu -
MOCTH pas3nnuuii Mexay nokaszareiasmu 17-OHII B uz-
y4JaeMbIx rpymnmnax KoadduieHT CThlofieHTa ObLT BbI-
YUCJIEH B Ipymie o0pasioB ¢ MyTauueit (n=39) u coro-
CTaBUMOM  II0  KOJIMYECTBY TIpyIIle  CIy4yaiHO
0TOOpaHHBIX 00pa3ioB 6e3 mytauuu (n=39). [1oaydyeH-
HbIIl KO3((OULIMEHT ¢, paBHBII 1, MO3BOISIET YTBEPXK-
JIaTh, UTO C BEPOSITHOCTHbIO 0E30IIMOOYHOrO MpPOrHo3a
P>95% (wnu p<0,01) pa3nuuus 3HaYCHUI IMOKA3aTeNs
17-OHII B 3TuX rpyrmnax cTaTUCTUYECKU He3HAYNMBI.

Oo6cyxaenue

BAKH npeacrapisier coboii rpyIiny HacjlaeacTBeH-
HBIX 3a00JI€BaHUI C ayTOCOMHO-PELIECCUBHBIM THUTIOM
HacJIeZIOBaHMSI, B OCHOBE KOTOPBIX JIEXKUT Je(EeKT OTHO-
ro u3 (bepMEHTOB UM TPAHCIIOPTHBIX OEJTKOB, TIPUHU -
MalolUX yyacTue B OMocuHTe3e KopTusoa. Haubomnee
yacto (6ojee yeM B 90% cityyaeB) cpeau U3BECTHBIX 7
dopm BJAKH BcTpeuaetcsa necuuut 2 1-rugpokcuiassbl.
KiuHuuecku pUHATO pa3nnyaTh TPU OCHOBHBIE (hOp-
Mbl Agedunmurta 21-TUApOKCUIA3bl: BE KJIACCUYECKUE
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(rIpocTtast BUpUJIbHasag U cojbTepsiomas gopma) 1 He-
KJaccudeckas ¢opma 3adonesanus (HK210H) [1—3,
5]. CpenHsist paclipoCTpaHEHHOCTh KIaCCUYECKUX (popM
JeunmTa 21-ruapoKCcuaa3bl BBICOKA U COCTaBISICT B
cpendeM 1 Ha 10 000—15 000 HOBOpOXIEHHBIX [6—14]
C HaMOOJIbIIEH YaCTOTON BCTPEYAEMOCTH CPEAU TaKUX
MONYJISIIMIA, KaK I0MMK-3cKuMochl (1:282) [20] u xxuTte-
Ji pernoHa PeronboH Bo @paniuu (1:2100) [6] 1 Haun-
MeHblleli — B monyasuuu Kurasg (1:28 000) [21].
B poccuiickoii monyasiiuu, Mo MOCAEAHUM HaHHbBIM,
aTa BenmunuHa paBHa 1:8847 HoBopoxaeHHBIX. [IpuBe-
NIEeHHbIE NaHHbBIC MOJYyYeHBl B OCHOBHOM IIPM HEOHa-
TtanbHOM cKpuHuHTe Ha BJIKH 1o ypoBHio 17-OHIT —
crneunguueckoro Mapkepa aepuunta 21-rugpokcuna-
3bl. MIcKITIOUeHUEe COCTaBJIsIeT MCCIeAOBAaHUE TOMYJIs-
uuu Kutas, roe pacnpocTpaHeHHOCTh ObllIa BHIYHCIEHA
1o 3akoHy Xapau—BaitHOepra U3 4acTOThl HOCUTEEH
IeTepO3UTOTHBIX MyTaluil mpu ucciemoBaHuu 1000
clTy4aitHbeIX 00pa3Los [21].

Yro kacaercas HK210H, To maHHbIe TUTEepaTyphl O
pacrpoCcTpaHEHHOCTU 3TOM (POpMbI 3a00JIeBaHUS CKY/I -
Hbl U TaKXXKe BeCbMa BapuaOeSbHBI, YTO OOBSICHSIETCS,
BO-TICPBBIX, BIMSIHUEM HAIlMOHAJIBHBIX U 3THUYECKUX
(hakTOpOB, a2 BO-BTOPBIX, — HEOAMHAKOBBIMU ITOAX0a-
MM JIJIs1 BHIYMCJICHMST JaHHOTO MToKa3aTeJIsl B pa3HbIX I10-
nysassuusx. [Ipu aTom ObLTO SIPKO TTPOAEMOHCTPUPOBa-
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HO, uTo 4acToTa BcTpeyaemMoct HK210H 3HaunTens-
HO IIPEBHIIIACT TAKOBYIO KJIACCMYECKMX BapUMaHTOB U
yto HK210H sBasieTcs enBa i He caMbIM pacipocTpa-
HEHHBIM MOHOT€HHBIM 3a00JIeBAHUEM C ayTOCOMHO-Pe-
LIECCUBHBIM TUIIOM HaclienoBaHus [15]. MccaenoBanue
B. Therrell u coasr. [8], mpoBeneHHoe B 1998 r., mokasa-
JIO, YTO HEeOHaTaabHbI cKpHUHT Ha BJIKH mo3BossieT
UACHTU(DUIMPOBATh Kiiaccuueckre (hopMbl aeduimra
21-runpoxkcuiiassl B 86%, a HeKJIacCMYECKUEe — JIMIIb B
13%. Tak, pacnpoctpaneHHoctb HK210H cpenu xu-
teseit Texaca, Mo JaHHBIM HEOHATAJIBHOTO CKPUHMHTA,
cocraBuiia 1:35 870, 4yTo B IeCSITKU pa3 HUXKE TAKOBOI B
cpenHeM B nonyasuuu (1:1000). BaxkHO OTMETUTD, YTO
kiauHuueckue TmposBieHus HK210H ouenbp Bapua-
GeJIbHBI 1 OTCpoYeHBl, a oT 20 1o 50% nalueHTOB ¢ Be-
pudunmpoBanHoit HK210H BooO1e He MMEIOT KiIu-
HUYEeCKUX TposiBieHUu# 3adoneBaHus [22, 23]. Takum
00pa3oM, OIIEHUTh HMCTUHHYIO pacIpOCTPaHEHHOCTb
HK210H, ucrnonb3yss ropMOHajbHbIE MapKephbl (Heo-
HaTaJbHbI CKPUHUHT) WM JaHHBIE 00palllacMOCTH 3a
MEIUIIMHCKON MOMONIbIO (T.€. IO COBOKYITHOCTU KJIU-
HUYECKUX CHUMIITOMOB), HeBO3MOXHO. B 1985 r.
P. Speiser u coaBr. [15], o0caenysa ceMbu AeTell ¢ Kac-
CUYECKMMHU M HEKJIACCUYECKMMU (hopMaMu neduiimra
21-runpokcuiiazbl  CpeAu  pa3MYHBIX 3THUYECKUX
IPYIIN, MPEANPUHSUIA TIOMBITKY BBIYUCIUTH PACHpO-
crpaHeHHocTh HK210H no yactote reHa, onupasich Ha
rOpMOHaJIbHbIe KpuTepuu. Tak, HauOoJIbIasl YacToTa
HK210H, BbluMcaeHHas! C MOMOLIbIO 3aKOHA XapAu—
BaiinOGepra 1o yacToTe reHa B OMYJISILIUM, ObLIA BBISIB-
JIeHa y eBpeeB amkeHasu — 1 (3,7%) u3 27; HECKOJIBKO
MeHbIas yactora HK210H Oblia BeisiBI€HA y MCTIAHO-
rOBOPSIIMX HapoaoB U ciaBsH (1/53 u 1/63 cootBer-
CTBEHHO), pexXe BCero 3a00j1eBaHUe BCTPEYaIOCh Y UTa-
JabsiHIEB (1/333) u «octanbHbIX» eBpomneiiies (1:1000).
Taxkum obpa3oM, cpeaHss yacToTa 3a00JIeBaHUs Cpeaun
BCEX MpeAcCTaBJeHHBIX Monyasauuii coctaBuia 1:111
[15]. S. Sherman u coaBT. [16], KCTTONTB3YH TY K€ BBIOOD-
Ky nauueHToB, uto 1 P. Speiser [15], npumeHunu 6oiee
COBEPIICHHYIO METOAUKY BBIYMCIIEHUS YacTOThI 3a00-
JIEBaHUSI C YYETOM PaCIIEIICHUs M CLITUICHUSI TeHOB,
KJIMHUAKO-TOPMOHAIbHBIX AaHHbIX u  HLA-tunm-
poBaHMs. BbIUMCICHHBIE YAaCTOTHI TeHA B MOMYJISILIUM
ObLIM CpPaBHUMBI C TAaKOBBIMU B MCCIICIOBaHUU
P. Speiser [15].

B 1999 r. onyGirKoBaHa CTaThsl TPYIIIbLI UCCIEI0-
Bareneii u3 Hosoit 3enannuu, CIIHA u IIBelinapuu,
KOTOpbIE MPOBEIM MOJIEKYJIIPHO-TEHETUYECKOE MCCIIe-
noBaHue (amnenab-creuuduueckas TP ¢ aHanuzom
9 HauOoJiee YacThIX MyTallWii, BKJIOYasi XapaKTepHbIe
mst HK210H V281L u P30L) 603 06pa3LoB IaTeH Kpo-
BM, TTOJIyYEHHBIX B XOJI¢ HEOHATaJbHOIO CKPUHUHTA B
onHoM u3 1ieHTpoB HoBoit 3enanmun. B 2% (12 o6pas-
OB 13 603) ObIIM BBISIBIICHBI MYTallMU, XapaKTepHBIE
it HK210H, npuyem B 100% cinydaeB oGHapykeHa
mytauus V281L. Takum o0pa3oM, pacrpocTpaHeH-
HOCTb 3a0oJieBaHus B HoBoli 3emaHnnu, ucxons u3 ya-
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cToThl Hocuteneit, coctaBuna 1:10 000 [18]. Bropsim
KPYIHBIM MCCJIEIOBAHMEM I10 U3YYEHUIO PacIIpocTpa-
HeHHoctu HK210H cpenu HaceneHust cpenHeit EBpo-
MBI SIBUJIACh paboTa yueHbIX U3 ABcTpuu [17]: MeTomom
annenb-crneurduueckoii ITIHP odpasios kposu 200 ye-
JIOBEK Pa3HbIX 3THUYECKUX I'PYIII HOCUTEIbCTBO reTe-
PO3UTOTHBIX MyTaluii, xapaktepHbix misi HK210H,
ObLIO BBISIBIICHO Y 4% ob6cienyeMbix. Takum obpasoMm,
YacToTa reTepo3UroT cocTaBuia 1:25, a BeIYUCICHHAS
pacripocTpaHeHHOCTb 3abojieBaHust — 1:2500. Cpenu
BBIIBJICHHBIX HOcuTeliel B 87,5% oOHapyXeHa Xapak-
TepHas myTauust V281L, B octanbHbIX ciydasix — P30L.
B 2008 r. uzyuyeHue pacrnpoctpaHeHHoctu HK210H
NpoAoJLKuaa rpynmna aBTopoB U3 McmaHuu, KoTopble
MPOBEIU MOJIEKYJISIPHO-TEHETUYECKOE UCCIeI0BaHKE
(cexBeHUpOBaHUe) 00pa3oB KpoBU 144 10OPOBOJIBIIEB
(95 xeHinuH, 49 My>X4rH), B X0[le KOTOPOI'O MyTalluu,
xapakTtepHbie njsi HK210H, Obliu BhIsIBIEHB B 17 13
144 06pa3110B; YacTOTa HOCHUTENIbCTBA cocTaBmia 12%
uin 1:8, a pacripocTpaHEHHOCTDh 3a00JIeBaHUsI, BHIYMC-
JIeHHas 1o 3akoHy Xapau—Baiinoepra, — 1:255. Bax-
HO OTMETUTb, UTO B 16 (94%) 13 17 06pa31ioB ObLia BbI-
sapjaeHa myTauus V281L [19].

B HacTos11eM uccaenoBaHUM paclipoCTPaHEHHOCTD
HK210H, paccuutaHHasi IO 4acTOT€ HOCUTEJIbCTBA
IByX uckoMbIx mytanuii (V281L u P30L) Ha mpumepe
oy MoCKOBCKOIM 00J1acTH, OKa3ajlach paBHOM
1:2206, uTo coBITagaeT ¢ JTaHHBIMU S. Baumgartner-Par-
zer 1 coasT. [17]. Hu B ogHOM u3 938 06pasioB HOCU-
TesibcTBa MyTauuu P30L oOHapyXeHO He ObLIOo, 4TO, B
COOTBETCTBUM C JTAHHBIMU TPeX 3apyOekKHBIX MCCIIENO-
BaHUIi, OMMCAHHBIX BBIIIE, MOKAa3bIBaeT, YTO 4acTOTA
BCTpeyaeMoCTU MyTaluu V281L 3HauuTEIbHO TMpeBbI-
1IaeT YacToTy BcTpeyaemocTu mytauuu P30L [17—19].

IIpu cpaBHeHuu ypoBHeii 17-OHII B rpynne Hocu-
TeJIeil U rpymIe, e MyTalluil BhISIBICHO He ObLIO, J0-
CTOBEPHOU pa3HULbI BbIABICHO He ObLI10. I1ogoOHBII
aHaJIM3 B 3apy0eKHBIX pabOTax He TIPOBOIMIICS.

JJ1st cpaBHEHMSI HAMU TaKKe ObLI pacCYMTaH IOKa-
3atesib pacrnpoctpaHeHHocTy HK210H no pgaHHBIM
cKkpuHuHra. B Hamem teHtpe 3a nepuoa 2007—2011 rr.
ObUIM AuarHoctupoBaHbl 7 caydyaeB HK210H, 3anono-
3peHHbIX Ha OCHOBAaHUHW MOBBIIIEHHOTO YpOBHS 17-
OHII npu HeoHaTalbHOM CKPUHUHTe. 3a yKa3aHHBI
nepuoj HeoHaTalbHbIM cKpuHUHTOM Ha BJIKH Oblin
OXBayeHBI BCE JETH, POAMBIIMECS Ha TeppuTopur Mo-
CKOBCKOI 00JIaCTU. YUUTHIBasi KOJIMYECTBO NETE, po-
auBHIMXCcs B MockoBckoit obsactu B rnepuon 2007—
2011 rr. (279 607, o maHHBIM (enepaTbHOM CITYKOBI
rocyIapCTBEHHON CTaTUCTUKM), 4acTOTa 3a00JIeBaHUS
nojyyaetcs paBHoi 1:39 944, uyro Gosee yem B 18 pa3
HKe uctTuHHoi yactorel HK210H, paccuutanHoi mo
3aKkoHY Xapau—Baiin6epra. EcTecTBeHHO, ciemyeT
YUYECTh TOT (PaKT, YTO HE BCE AETU, Y KOTOPBIX IIPU CKPH-
HUHTE BBISIBJISUIACH ITOBBIIIEHHBIE 3HaueHus 17-OHII,
MIPOXOIUJIN OOCJIeIOBaHUE B HAILIEM LIEHTPE.
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KAMHNYECKASA SJHAOKPUHOAOT VA

BbiBOADI

1. B nonynsiin MocKoBCKoM 00J1aCTU MUHUMaJlb-
HbIII mokasaTenb pacrnpoctpaHeHHoctn HK210H pa-
BeH 1:2206.

2. Yposenb 17-OHII, moay4yeHHBI B XOOe CKpU-
HUHTA, HE ITO3BOJISICT BHISIBIISITD HOCUTEICH.

3. HeoHartalnbHBIM CKPUHUHT B OOJIBITMHCTBE CIIy-
JyaeB He To3BoJisieT nuarHoctupoath HK210H.
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