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OBHIAS XAPAKTEPUCTUKA PABOTHBI

AKTYaAJILHOCTh MPO00JIeMbL. [ UMOKOPTUIIM3M — MAaTOJIOTMYECKOE COCTOSIHHE,
XapakTePU3YIoLIeecs] HEeaJleKBaTHOM CEKpelHnel WiIu ACHCTBUEM HAAIIOYEYHUKOBBIX
ropmonoB ([lemos M.1., 2008). OHa MokeT pa3BUBAThCS KaK BCIIEACTBHE IMATOJOTHUU
HAIMMOYCYHUKOB (TIEPBUYHBIA TUTIOKOPTHIIM3M), TaK U B PE3yJIbTaTe HApYIICHUS T'H-
M0TaJaMO-THITO(U3aPHO-HAATIOYCUHUKOBOH CHUCTEMBI (BTOPHYHBIA WM TPETHYHBIN
THIIOKOPTUIIN3M). B OCHOBE NMEPBUYHOIO THIIOKOPTHUIIM3MA MOTYT HAXOJWUTHCS Kak
MpUOOPETEHHBIC, TaK U HACIEJICTBEHHBIC €PEKThl CUHTE3a CTEPOUJIHBIX TOPMOHOB
(Betterle C., 2002; Neary N., 2010). CBoeBpeMeHHBIC TUArHOCTUKA | JICUeHUE 3a00-
JIEBaHUS UMEIOT BaXXHOE 3HAYEHHUE, TaK KaK MO3BOJISIIOT HE TOJIBKO COXPAHUTh KU3HBb
peOeHKa, HO W CO31aTh YCIOBHS JUIS ero HopMaisHoro passutus (Opnosa E.M., Ka-
pesa M.A. 2008).

Onnoit U3 4yacThiXx (POPM THUMOKOPTUIM3MA M CaMbIM YacCThIM BPOKJIECHHBIM
(epMEeHTAaTUBHBIM HapYILIEHHUEM CTEPOUJIOTCHE3a SBIISIETCS BPOXKICHHAs NUCHYHK-
st kopbl HamgnoueynwkoB (BJIKH), oOycioBnennas wMytammeid reHa 21—
THAPOKCHIIA3bI, PaCIPOCTPAHEHHOCTh KOTOpOoii coctaBisieT 1 ciydait Ha 14000 HOBO-
poxaennbix (lemos U.1., Cemuuera T.B., [lerepkosa B.A., 2002).

C 2006 roma B Poccum BHenpeH HEOHATANbHBIA CKPUHHHT Ha BPOKICHHYIO
muchynknuto kopel HaamouewHukoB ([lerepkosa B.A., 2006; XomyHosa A.A., 2006).
[IpoBenenne 3TOW MPOTpaMMbl B APYTHX CTpPaHAX IMMO3BOJMJIO BBISIBUTH PEATBHYIO
4acTOTYy pa3luyHbIX (POpM HaHHOTO 3a00JIeBaHUS U Ha3HAYaTh TJIIOKO- 1 MUHEPAJIO-
KOPTUKOUJIHYIO TEparuio JETSIM B HEOHATalbHOM Iepuoje. JJaHHble 0 pe3ynbTaTax
HEOHATaJbHOI'O0 CKPUHHUHTA B OT€UECTBEHHOM JIUTEpAaType HEMHOTOUHCICHHBI. Omyo-
JMKOBAaHBI OTAEJIbHBIE COOOIIEHUSI O YKOHOMUYECKON A(D(PEKTUBHOCTH JAHHOTO BUJA
ckpunannra (Mmarosa O.E., 2009).

B Pecnybnuke bamkopTocTan BIiepBbIe UCCIEAOBaHNE TeHA 21-THAPOKCHIIA3HI
obu10 BHeApeno mpod. T.B.Bukroposoii (2001), ognako ucciaeqoBalInch BCEro 3 My-
tauuu. Bmecte ¢ Tem pazpadorka 3¢ dextuHoi JJHK-quarnoctuku siBiasieTcst akTy-
aTbHOW 3a7a4ed MEIUIMHCKOM T€HETHKH, MOCKOJBKY aHaJIU3 MOJICKYJISPHOIO Jie-
¢dekTa, yCTaHOBJICHHE TETEPO3UTOTHOTO HOcHUTeNnbcTBa MyTanmii TeHa CYP21A2 we-
O00XOJIMMBI JIJIsl TIPABUJIBHOU TPAKTOBKH (DOPMBI 3a00J1€BaHNs, OIICHKA T€HETUIECKO-
ro PUCKa B CEMbSIX POJCTBEHHUKOB U cynpyroB 0onbHbIX BJIKH, B cBsi3u ¢ BhICOKO
JaCTOTOM MOMYJIAIIMOHHOTO HOCHUTENIbCcTBa MyTanuii B reHe CYP21A2, nocrurarorieit
1:60 (Merke D.P., Bornstein S.R., 2005).

B PecnyOnuke bamkopTrocTan pacipoCcTpaHEHHOCTb, CTPYKTypa U MOJIEKYJISIPHO-
TCeHETHYECKasT XapaKTePUCTHUKA TUTIOKOPTHUIIM3MA OCTAIOTCS MPAKTHYECKN HEU3yUCH-

HBIMMU.
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Heabio HacTOsiNIEro MUCCaeA0BAHMSA SBUJIACh pa3pabOTKa MOAXOA0B K audde-
PEHIUANILHON TUarHOCTUKE TUIOKOPTHUIIM3MA Y JIETel Ha OCHOBE U3YUEHHUS KIIMHUKO-
F€HETUYECKOU XapaKTePUCTUKH PA3IMYHBIX €r0 BAPUAHTOB.

3amaum uccjie0BAHNUS:

1. VYcraHoBUTH pacnpOCTPAHEHHOCTb M HO30JOTUYECKYIO CTPYKTYPY THIIOKOP-
TULIM3MA cpeau nerer B Pecriyonuke bamkopTocraH.

2. Pazpaborate anmroput™ audQepeHIATBHON NUAarHOCTHKYA TEPBHYHOTO H
BTOPUYHOTO TUIIOKOPTUIU3MA.

3. Omuenuts 3¢ (PeKTUBHOCTh HEOHATATHLHOTO CKPUHHUHTA BPOXICHHONW TUC]YHK-
IIUU KOPBI HAATMIOYEIYHUKOB, 00YCIOBICHHON AeuiuTom 21-TUapOKCHIas3bl, B
PecnyOnuke bamkoprocTah.

4. YCTaHOBUTH MOJEKYJISAPHO-TEHETUYECKUE OCOOCHHOCTH KiIacCHYecKuX (hopm
BPOXKJICHHOW TUC(YHKIIMKM KOPHI HAAMOYCUYHHKOB BCIEACTBUE Aeduuura 21-
ruapokcunasbl B PecnyOnuke baimkoprocras.

5. Pa3zpaborarh anroput™m MOJIEKYJSIPHO-T€HETUYECKON TUArHOCTUKHU AehUlnTa
21-TUapOKCHUITA3HI.

Hayuynas voBusna. OnpenelieHa CTPYKTypa TMIIOKOpTULIM3MA y feTeld B Pecmy0-
muke bamkoproctan (PB), mpencraBicHHass BPOXKACHHON TUC(YHKIMECH KOPHI Haj-
noueqHukoB (75,0%), BTopu4HBIM THITOKOPTUITU3MOM (15,4%) 1 mepBUYHON HEIOC-
TATOYHOCTHIO KOPBI HaamoueuyHUKoB (9,6%). Cpenn HO307I0THUECKUX (OPM IepBUY-
HOM HEJOCTATOYHOCTH KOPbI HAAMOYEYHUKOB MPeo0JIaaloT ayTOMMMYHHBIE TMOJIH-
rIIaHAyIsIpHble CUHAPOMBI 1-ro U 2-ro tumoB (cootBerctBeHHOo 40,0% u 30,0%),
tpumieT A (20%). BropudHbIii THIIOKOPTHIIM3M B OOJIBIIMHCTBE ciiydaeB (68,8%)
ABJISIETCS OAHUM W3 MPOSABJICHUN HIMONATAYECKOTO MAHTUMONMUTYUTapU3Ma, a B
31,2% cirygaeB 00yCIIOBIIEH OMYXOJSIMH THITOTAIaMO-THIIO(QU3apHON 00J1aCTH.

OmnpeneneHa pacnpoCcTpaHEHHOCTh BPOXKIECHHON NUCHYHKIMM BClenCcTBUE nedu-
uTa 21-TuapoKcuIa3el, KOTOpas M0 JaHHBIM HEOHATATLHOTO CKPUHUHTA COCTaBHIIA
1 cnyuait Ha 8974 HOBOpOXIEeHHBIX. OnpenencHa KIMHUKO-d)KOHOMUYecKas dhdek-
TUBHOCTh HEOHATAJIbHOTO CKPUHHMHIA JAHHOTO 3a00JIEBaHUS, XapaKTepHU3yIOIascs
BBISIBJICHUEM COJIbTEpAIONIed (GOpPMBI JO Pa3BUTHS COJBTEPSIONIETO KpU3a, BBISBIE-
HUEM BHUPWIBbHOW ()OpMBI B HEOHATAJIBHOM IMEpUOJe, MpeodiagaHueM MpeaoTBpa-
HIEHHBIX 9KOHOMUYECKUX MOTEPh HAJ| 3aTpaTaMHu.

VY 6onpabIx ¢ BIKH u3 Pb na 69,1% xpoMocom 0b110 uaeHTHGHUIIMpOoBaHo 8 pas-
JUYHBIX MyTaruii, B ToM unciie Ha 84,6% XpoMocoM y OOJBHBIX C COJIBTEPSIONICH
dbopmoii 1 Ha 52,7% xpoMocoMm ¢ mMpocToi BUpMIbHOU Gopmoii. [lokazano, uTo mms
KKI0W (OPMBI HEOCTATOYHOCTH 21-THApOKCHIa3bkl B OCHOBHOM XapaKTEPEH CBOM
CHEKTp IMarHOCTUYECKU 3HAUMMBIX MyTalui. [IpoBeneHHbI aHaIu3 0cOOEHHOCTEM
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(hEeHOTUNUYECKUX TMPOSBICHUN HACHTU(UIIMPOBAHHBIX MyTauuil y OonbHbIx BJIKH
MOKAa3aJl BEIPAXKEHHYIO KOPPEJSIIUIO MEXIY (PEHOTUIIOM U XapaKTepOM MYyTalluHu.

IIpakTuyeckass 3HaYMMOCTb padoThl. PazpaboTtanusbiil anroputm auddepeHiu-
aTbHOM IMarHOCTUKU MEPBUYHON HEJOCTATOYHOCTHU KOPHI HAJAMOUYECHYHHKOB MO3BOJIS -
€T ONpeNeNaTh BapuaHT 3a00J€BaHUs HA dTanax NEPBUYHON MEIMKO-CAHUTAPHOU U
crenuanu3upoBaHHoi Meauimackor momormu y 90% mnarmuenTos. [Ipemioxen amro-
put™ nuddepeHnanbHON TUarHOCTUKY BTOPUYHOTO TUIIOKOPTUIIM3MA.

Ha ocHOBe KIMHUYECKON U MOJIEKYJISAPHO-TEHETUYECKON XapaKTEPUCTUK JehUIiu-
Ta 21-TuapoKcuIa3kbl pa3padoTaHa cxemMa MOJICKYJISIPHOW JUATrHOCTUKHU 3a00JICBaHUS
B IpyImax BHICOKOTO PUCKA.

BHenpenue pe3yibTaToOB HcCJIeI0BaHUI B MPaKTUKY. Pe3ynpTathl nccieno-
BaHUS BHEJPEHBI B pabOTy SHJIOKpHUHOJOTHYeckoro otaeneHus I'Y3 «PecnyOnukan-
cKas JeTckas KiuHuueckass OonpHuLa» u I'Y3 «PecnyOnukaHCKui nepuHaTaIbHBINA
ueHTp». OCHOBHBIE TEOPETUUYECKUE TOJIOKECHUS M MNPAKTUYECKUE PEKOMEHIAIUU
BKJIIOYEHBI B YUEOHBII KypC U UCMOIB3YIOTCS IPU 00YUYEHUH CTYJICHTOB Ha Kadeape
rOCIUTAIBHON NEUaTPUU ¢ KypCOM MOJMKIMHUYECKON neuaTpuu u kadeape neau-
atpuu UI10 bamkupckoro rocyaapCTBEHHOr0 MEIUIIMHCKOTO YHUBEPCUTETA.

OcHOBHbBIE M0JI0:KEHN S, BBIHOCHMbIE HA 3aIUTY:

1. Hozonoruueckas CTpyKTypa runokoptunusma y aetei B PecnyOnuke bamikop-
TOCTaH XapaKTepu3yeTcsl MpeodiajaHueM BpPOXKACHHOU TUCPYHKIHMEH KOpbI
HAJIMTOYEYHUKOB, PEXKE PErUCTPUPYETCS BTOPUUYHBIM THIIOKOPTUILIU3M M IEp-
BUYHAs HEJOCTATOYHOCTh KOPbI HAJIIOYEUHUKOB.

2. TlokazaHa BeICOKas KIMHUKO-DKOHOMHYECKast 3(h(PEKTUBHOCTH HEOHATAIHHOTO
CKpUHMHTA BPOXKJIECHHON TUCPYHKIHUHA KOPHI HAIMOYECYHUKOB, MPOSBIISIONIAICS
BBISIBJICHHMEM 3a00JIeBaHUSI B HEOHATAJIbHOM MEPHUOJIE, MPEAOTBpAIllCHUEM Jie-
TaJIbHBIX CJIy4YaeB MPU COJNBbTEPSIONIECH hopMe U NPEKIEBPEMEHHOTO MOJIOBOTO
pa3BuTUA NpU BUPUIBbHOU (Popme, Oinarogapsi CBOEBPEMEHHOM 3aMECTHUTEIIb-
HOW FTOPMOHAJILHOM TEpANH.

3. OmpeneneHpl MOJEKYISIPHO-TEHETHUECKHE OCOOCHHOCTH KJIACCHUECKUX (HOopM
nedunura 21-runpokcunassl B Pecrrybnuke bamkoprocTan.

4. Pa3paboTanbl anroput™bl AU epeHIInanbHON TUarHOCTUKY THTOKOPTUIIM3MA
¥ MOJICKYJISIPHO-TEHETUIECKOM TMarHOCTHKY Aehuiinta 21-TuapoKcuiasbl.

Anpobdanus pa6oTbl. OCHOBHBIC MOJIOKEHUS TUCCEPTALMH JOJIOKEHBI U 00CYXK-
JcHBI Ha: KoHrpecce European Society of Pediatric Endocrinology (Istambul, 2008),
11 Becepoccuiickoit HaydHO-TIpaKTHYECKOM KOH(epeHIun «/{oCTUKEeHHs] HAyKu — B
MPAKTHKY JETCKOTo 3Hao0KpuHojiora» (Mocksa, 2007), VI Beepoccuiickoit HaydHO-
MPaKTUYECKON KOH(DEPEHIMH «3aJaun JAETCKON IHIOKPUHOJIOTHH B pealn3aliy Ha-
MoHaj bHOrO mpoekTa «3xopoBbe» (Yda, 2008), VII Bceepoccuiickoit HaydHO-
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npakTuueckoil koHdpepeHnn «lIpruopuTeTHBIM HAMOHATBHBIA MPOEKT «30POBLE,
3aJja4M JETCKON SHIOKpUHOJIOTHHU B ero peanm3arnuu» (Cankr-Ilerepoypr, 2009), VI
cbesne O0mecTBa MequIIMHCKUX TeHeTHKOB (PoctoB-nHa-/lony, 2010), Pecrry6nukan-
CKOM KOH(pepeHInN «AKTyaabHbIe BOIIPOCH 3H10KkpuHONIOTHI» (Y da, 2009), 3acena-
Hum [Ipobnemuoit komuccuun bBI'MY «HoBble TEXHOOTUN B JUATHOCTHUKE, JICUCHUHU U
npoduIakThKe 3a00JIeBaHUN Y IE€TeH U MOJPOCTKOB» COBMECTHO C OTAEIOM I'€HOMH-
ki MHCcTUTYyTa OMOXMMUHM W TeHETHKH Y umckoro HayuHoro neHtpa PAH (Va,
2010).

Iy6amkamuu. [lo Teme aucceprarmm omyoarKoBaHO 9 HayYHBIX PadOT, B TOM YHC-
Je 2 B KypHajlaX, BKIIOYCHHBIX B MEPEUCHb MEPHOAMUYECKUX W HAyYHO-TIPAKTHUYECKHIX
u3aHui, pekomeHaoBaHHbIX BAK 11t myOyiMkanyuy OCHOBHBIX pE3yJIbTaTOB JUccepTa-
IIMOHHOT'O MCCJIEIOBaHMs HA COMCKaHUE YYEHOM CTENEHN KaHIU1aTa METUIIMHCKUX HAYK.

O0bemM U cTpyKTypa auccepramuu. Jluccepramms msnoxeHa Ha 186 crpanu-
nax, comepkut 20 Tabmun u 21 pucynok. OHa COCTOUT U3 BBEACHUS, 0030pa ITuUTEpa-
TypbI, ONTUCAHUSI MaTepraja U METOJIOB MCCIIENOBaHUs, 3 TJIaB Pe3yJbTaTOB COOCT-
BEHHBIX HCCIEIOBAHUM M UX OOCYXKICHUS, 3aKJIIOYEHUS, BHIBOJIOB U TPAKTUUYECKUX
pexkomeHpauii. Criucok nuteparypbl BkitodaeT 215 mcrounukoB (90 oreuyecTBeH-
HBIX, 125 UHOCTPAaHHBIX aBTOPOB).

COAEPXKXAHUE PABOTbI
MarepuaJjibl M1 METOABI HCCIIET0OBAHUS

[IpoBeneno yriyosnenHoe obcnenoBanne 104 meteit m MOIPOCTKOB € pas3yimd-
HBIMHM BapuaHTaMU TUTIOKOpTHIM3MA B Bo3pacte oT 0 mo 17 et BrmtountensHO. O0-
cienoBaHue OOJIbHBIX MPOBOAMIOCH HAa 0a3€ SHIOKPUHOIOTHYECcKoro oTaenenus ['Y3
«PecnyOnukaHckasi ieTckas KJIMHUYecKas OonbHUIIa MUHUCTEpPCTBA 3/IpaBOOXpaHe-
Hus PecriyOnuku bamkoproctan» (ry1aBHBIN Bpad — KaHI. Mead. Hayk P.3.AxMeriiuH,
3aBeaylolas  dSHAOKPUHOJIOTUYECKUM  OTACJICHHMEM —  KaHId. MeJ. Hayk
J1.C.HypmyxameToBa).

Kputepusimu BKITIOUEHUST SBISUTHCH. Bo3pacT oT 0 10 17 JeT BKIIOYMTENBHO,
MH(QOPMHUPOBAHHOE COTJIaCUE€ POAUTENEeH WiM peOeHKa, HaTuyue TMIOKOPTUIM3MA,
BEpUPUIIMPOBAHHOIO MO PE3yJbTaTaM TOPMOHAIBHBIX HCCIEIOBAHUN, B T.4. MPHU
npoBeJicHur (PyHKIHOHAIBHBIX TPo0. KpurepusiMu uckiItoueHHs] ObLIU: OTKa3 OT
Y4acTHUsl B UCCIICIOBAHHH, ITPOTCHHBIC BapHUAHTHI THIIOKOPTUIM3MA (B T.4. Ha (OHE
TIIIOKOKOPTHKOUTHOW TEpaIu), OcTpas HEJO0CTaTOYHOCTh KOPBI HAIAMOYCUHUKOB,
Heksaccuyeckas gopma aedurnura 21-TUAPOKCUIIA3H], IPYTUe BapUAHTHI BPOXKICH-
HOW JUC(HYHKIIMH KOPBI HAATIOYCUHUKOB (KpoMe nedurura 21-ruipoKcriiasb).

[Ipu u3ydyeHuu CTPYKTYpbl OOJIBHBIX TMIOKOPTUIIM3MOM HCIIOJIh30Bajach Me-
XKIYHApOJHAs CTaTUCTUUYECKas Kiaccudukanus 0ojie3HEN U MpooOsieM, CBA3aHHBIX CO
3mopoBbeM 10-ro mepecMoTpa.
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Ta6muna 1 — Bo3pacTHo-1o10Bast XapakKTepUCTUKA JETEN ¢ TUITOKOPTUIIU3MOM

Bo3zpact Manbunku, N=48 JleBouku, N=56 Bcero, n=104
Aoc. % Aoc. % Aoc. %

Jlo roma 9 18,8 8 14,3 17 16,3
1-2rona 2 4,2 1 1,8 3 2,9
3 -6 mer 10 20,8 12 21,4 22 21,2
7 -9 ner 11 22,9 11 19,6 22 21,2
10 - 14 net 9 18,8 14 25,0 23 22,1
15 - 17 net 7 14,5 10 17,9 17 16,3

JIyist pelieHus MOCTaBICHHBIX IEIM U 3a/7a4 ObUIA UCIOJIb30BaHbl KIMHUKO-
aHAMHECTHYECKHUe, JJabopaTopHble (TOpMOHAIBHBIC), WHCTPYMEHTAIBHBIC, MOJICKY-
JSIPHO-TEHETUYECKUE, CTATUCTUYECKUE METO/IbI UCCIIEIOBAHUS.

AHamHe3 3a00JiIeBaHUs U JKU3HU cOOUpacs MmyTeM orpoca poaureneid. Obpa-
11aJ10Ch BHUMaHUE HAa HAJIMYKUE B POJOCIOBHOM OOJBHBIX C TUITOKOPTULIM3MOM, ayTO-
UMMYHHBIMH 3a00JICBaHUSMH, B T.4. ayTOMMMYHHBIMH SHIOKpPHHONATHSIMH (ayTo-
UMMYHHBIH TUpeOuauT, MU y3HBII TOKCUISCKHH 300, caxapHbli quader 1 Tuma), a
TaKXKe CIy4aeB POXKJICHUS JeTel ¢ TepMadpOIUTHBIM CTPOCHUEM HAPYKHBIX T€HHUTA-
JUW U CMEPTH JeTel B HeOHATAIbHOM mepuoje. OObEeKTUBHOE 00CIeIOBaHUE MPOBO-
UII0Ch 10 o0uenpuHATon Metoauke. I[lo mokazaHusM JeTH OCcMaTpPUBAIUCH HEBPO-
MaToJI0OTOM, OTOJIAPUHTOJIOTOM, OKYJIUCTOM, KapAHOJIOTOM, YPOJIOTOM, THHEKOJIOT'OM.
JIist moATBepKACHUSL NMAarHo3a TUMIOKOPTUIIM3MA M OMNpE/IeNIeHHs] €ro BapuaHTa Ofl-
penensuuch KoHneHTpanuu koptusona, AKTT, peanna u 17-okcurnporectepona (17-
OHP) B ceiBopoTke kpoBH B yTpeHHue yackl (8.00-9.00). B coMHUTENBHBIX CITydasx
npoBoauiica AKTI-ctumynupyrommuii tect. I[lepBuyHas HEIOCTATOYHOCTH KOPBI
HAJIITOYCYHNKOB JUAarHOCTHUPOBajach IPH YypOBHE OaszanpHOro Koptuszoja < 80
HMOJIB/J1, cTuMmyaupoBanHoro < 500 Hmonbe/n (OpnoBa E.M., Kapesa M.A., 2007).
Yposenb koptuzona u AKTI' n3Mepsics ”MMYHOXEMUITIOMUHECIIEHTHBIM METOA0M
0™, ¢

UCIIOJIb30BaHUEM TecT-cucteM Kommannu «Siemens Medical Solutions Diagnostics».

Ha aBTOMATHYECKON MMMYHOXEMITIOMHHECIIeHTHOM cucteme «Immulite 200

VYposenb 17-OHP u penuna onpenensiacs UMMYHO(QEPMEHTHBIM METOJOM Ha UMMY-
HOoepMeHTHOM aHanu3aTope «YHuruian» (Poccus) ¢ MCMONB30BaHUEM TECT-CHCTEM
xomnanuu «ELISAS» (I'epmanus). 3a06op kpoBu i uccinenoBanus AKTI u pennna
OCYILECTBIISLICS B TPOOUPKU ¢ TpuKaiueBoil conbio J/(TA.

[IpoBenen aHanu3 pe3yJbTaTOB HEOHATAIBHOIO CKPUHHMHIA HA BPOXKIECHHYIO
TUC(HYHKIIMIO KOPBI HAIMOYEYHUKOB. [Ipu npoBeneHnn CKpUHUHTA Y BCEX HOBOPOX-
JCHHBIX Ha 4 — 5-1 JieHb sku3HM (Y HETOHOIIECHHBIX JieTed — Ha 7 — 14-1i JICHb JKU3HH)

OCYIIECTBJISUICST 3a00p KaNWUISIPHOW KPOBH M3 MATKH Ha CHEIHUAIbHYI0 Oymary
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Kpyxkamu nquameTpoMm 1 cMm. Yposenb 17-OHP B nisiTHE KpOBU HOBOPOXKACHHBIX OII-
penensicss UMMYHO(IIOOPECIIEHTHBIM METOJIOM C HCMOJb30BaHUEM PEAKTHUBOB
«DELFIA Neonatal 17-OHP» na ananmu3arope «Victor» ¢upmer «Wallak». B a6o-
paTOpUM HEOHATAILHOTO CKPUHUHTA MIEPBOHAYATBHO B KAYECTBE BEPXHETO JOMYCTHU-
moro mipeneina (touka cut-off) mpuanmancs yposenb 17-OHP 30 amonb/n a1 goHO-
meHHBIX U 60 HMOJIB/IT /I HETOHOIICHHBIX. B CBSI3M C TEM, 4TO MOBHIIICHHBIE YPOB-
au 17-OHP B 2008 ronay ctamm peructpupoBaThcs 3HauuTeNbHO peske, ¢ 01.07.2008
roga To4ka Cut-off Opuia cHrkeHa 10 15 HMOB/ s JOHOIMIEHHBIX U 30 HMOJIB/JT
JUTsl HEJIOHOIIIEHHBIX, YTO COTJIACyeTCsl C peKOMEHIalUsIMU Psijia aBTOPOB O HEO0OXO-
JTUMOCTH pa3pab0TKU COOCTBEHHBIX HOPMATUBHBIX CTAH/IAPTOB KaX 01 JlabopaTopuu
(H.IO. Kamunauenko, 2005). Onpenencuue 17-OHP B 1iebHON KPOBH HOBOPOXKJICH-
HBIX MIPOBEJICHO B JTa0OpAaTOPUN HEOHATAJLHOTO CKPUHHHTA (3aBeayromias 1adopato-
pucii — ['.B.IleueHnHa) MeTMKO-TeHETHIECKOT0 KaOWHeTa (3aBeayromas KaOMHETOM —
kaHn. Mea. Hayk A.K.MappanoBa) PecrmyOmukaHCKOTO MEepUHATAILHOTO IEHTpPA
(rmaBHBIH Bpau — ®@.M. Baiipamrysos). B cirydae moBsimenHoro ypous 17-OHP B
LETLHONM KPOBU HOBOPOXKJACHHBIE BBI3BIBAJIUCH AJiA ucciaegoBanus ypoHs 17-OHP,
KaJlisl ¥ HaTpUsS B CHIBOPOTKE KpoBU. J[71s1 oreHkH >PHEKTUBHOCTH HEOHATAIBHOTO
CKPUHUHTA ONPENSISUTICh CPOKM BBITIOJHEHHUS KaKIIOTO 3Tarma CKPUHWHTA, BO3PACT
IIpU MIOCTAHOBKE JMarHo3a coibTepstomei u supmwibHoit popm BJIKH y manpuukos
U JICBOYEK.

Jlist onpenenenus SKOHOMHYECKON 3 (HEKTUBHOCTH HEOHATAIBLHOTO CKPUHUH-
ra BPOXKICHHOW AUCHYHKINUA KOPHI HAIMOYCUHUKOB PACCUMTHIBAJIUCH 3aTPAaThl Ha
€ro peaju3aluio U MpenoTBpalleHHble noTepu. CTOUMOCTh 3aTpar OlLEHUBANIAach B
COOTBETCTBUM ¢ «MHCTpyKIMEN MO pacyeTy CTOMMOCTH MEAUIMHCKUX YCIyIr», yT-
BepkIeHHOW MuHucTepcTBoM 3apaBooxpanenus PD (10.11.1999 r. Ne01-23/4-10) n
Poccwmiickoii akamemuerd MequimHckux Hayk (10.11.1999 r. Ne01-02/41) na ocHoBe
(dakTuyecknx pacxonoB PecnyOnrkaHcKkoro nepuHaraibHOro nentpa. Ilpu ompene-
JICHWU 3aTpaT Ha MPOBEACHUE OJTHOTO MCCIEAOBAHUS pAacUeT MPSIMbIX U KOCBEHHBIX
pacxoIoB pou3BoawIICs 3a pukcupoBanubii epuoa (¢ 01.01.2008 r. mo 31.12.2008
I.) HE3aBUCHMO OT MCTOYHUKA (PMHAHCHPOBAHUS, MIPH 3TOM YUHUTHIBAIUCH PACXOIBI
KaK J1abopaTOpruy HEOHATATLHOTO CKPUHUHTA, TaK M BCTIOMOTATEIIbHBIX O0IIEyUpPeK-
neHvyeckux ciyx06. [Ipu pacuere 3aTpar ucnons3oBanbl 1eHbl 2008 roma. beut mpu-
HAT Kod(durment nuckontupoBanus 18,3%, B 1.4. 5% - peKOMEHIyeMbIid TTOKa3a-
Tenb 0e3 yuera uHbsamn, 13,3% - ypoens uadusiinu B 2008 rony.

OxoHoMHYecKU A(PPEKT coxpaHEHUs] KU3HU peOCHKA PAaCCUUTHIBAIUA IO
dbopmyne: 3=05xJ/Px (t,-t) - D/Hx (t; +1,),
rae D — DKOHOMHUYECKHi 3PdekT coxpaHeHus xu3Hu pebdenka (pyo.); 0,5 — mois
CTOMMOCTH TIPUOABOYHOTO MPOJYKTa B HAIMOHAIEHOM 10Xo0xe, /| — HallmoOHAThHBIN



9

noxoj, P — auciaeHHocTs paboTaromniero HaceiaeHus (4eaoBek), t, — cpenHuid Bo3pact
BBIOBITHS W3 TPYIOBOW JeATebHOCTH (JeT), t; — cpemHuil BO3pacT BCTYILUICHHS B
TPYIOBYIO NESATEIBHOCTH (JeT), t, — CpPemHss MPOJOJDKUTECIBHOCTh JKU3HH ITOCIIEC
OKOHYaHWsI TPYAOBOH aestenbHocTH (11eT), (t; — t;) — TpyMOBOM mepuo KU3HU (JIeT),
(t; + t,) — HerpynoBoi nepuoxa xu3Hu (Jetr), ® — doux commansHOU chepsl, H —
obmrast unciaeHHOCTh HaceneHus (uenmoBek) (A.M. Bsukos, 2005). Ilpu pacuerax
WCIOJIb30BaHbI JaHHbIe DenepanbHO C1yKObI TOCYTAPCTBEHHON CTATHCTHKH.

MoekynspHO-TeHETHIECKOE HCCIeIoOBaHNe TeHa 21-TuapoKcuia3bl mMpoBEISHO
y 78 6onpubix BJIKH, B TOM uncie y 2 cuGcoB ¢ oquHaKoBOW (popMoii 3a00IeBaHUS
u y 123 uneHoB mx cemeir. 39 O0nBHBIX UMenH coibTepstomyio dopmy BJIKH
(51,3%), 37 — mpocryto BupwibHyto hopmy (48,7%). Beinenenue JIHK mpoBoawin
METOJIOM MOCJIEeI0BATEeNIbHON (PEHOIBHO-XTOPODOPMHON HKCTPAKIUU U3 IEIHHOM
Beno3Hoi kpoeu (C.C. Mathew, 1985). Jlns ckpununra 12 namboiiee pacmpocTpa-
Hennbix Mytaiuii reHa CYP21A2: large gene deletion (delA2), large gene conver-
sion (LGC), P30L, I2splice, G110del8nt, 1172N, E6cluster, F306+1nt, V281L,
Q318X, R356W, P453S - MBI IpUMEHWIN Pa3INYHbIC BHUJIBI TTOJUMEPA3HON IETTHON
peakiuu (ITL[P) Ha ammmudukaropax «Tepruk» («/JHK-rexnonorus», Poccus) u
«Eppendorf» (I'epmanus) ¢ UCHOIB30BaHUEM IMpaiMepoB, onucaHHbIX paHee (Ocu-
nosckas H.C., 2006; O. Evgrafov, 1995; H.H. Lee, 2000, 2001; A. Bhangoo, 2007;
N. Stikkelbroeck, 2003) u, eciau 310 OBLIO HEOOXOAUMO, C MOCICAYIONUM PECTPHK-
ITUOHHBIM aHAJTU30M.

PE3YJbTATHI HCCJEJTOBAHUMN U X OBCYKJIEHUE
PacnpocTpaHeHHOCTDH, CTPYKTYpPa U JudPepeHIuaIbHAST THATHOCTHKA
THNOKOPTHLIM3MA Y JeTeil

Hamu mpoBeneH aHamm3 HO30JIOTHYECKOW CTPYKTYPHI THIIOKOPTUITU3MA CPEITU
nereit B PeciyOnuke bamkoproctan. HanGonbimmii yaeapHbIN BeC COCTaBUIIa BPOXK-
neHHas TUCHYHKIOHMS KOpPHI HAAMOYEYHUKOB, OOycinoBieHHas nedunurom 21-
runpokcmiasbl (75,0%). Ha BTopoM MecTe 1Mo 4acToTe OKa3ajics BTOPUYHBINA THIIO-
kopTuiu3M (15,4%), Ha TpeThbeM - IEpBUYHAS HEIOCTATOUHOCTh KOPHI HAAMOYCUHH-
k0B (9,6%).

[lepBuyHas HEAOCTATOYHOCTH KOPBHI HAAMOYESYHUKOB ObIJIa JTUATHOCTHPOBAHA
y 10 nmeteii. Cpenu HUX BapuaHT 3a0oseBanus onpeneneH B 90% ciyuaeB. Hanbon-
I yAETBbHBIA BEC COCTABHIM AayTOMMMYHHBIC TOJUTIAHIYISIPHBIE CHHIPOMBI
(70,0%), B T.4. 1 (40,0%) u 2 Tunos (30,0%). TpeThbe MECTO MO YACTOTE 3aHSI TPH-
wiet A (20,0%). [lo mocieaHero BpeMeHu 3T0 3a00JIeBaHUE CUUTATIOCh PEIKOM pH-
YHHOHN NMEPBUYHON HeIOCTaTOYHOCTH KOopbl Haanoueunnkos (ITHKH), mockombky re-
HETUYECKUH JTePeKT ObLT YCTAaHOBJIEH OTHOCUTEIBHO HEJABHO. JTO TAKXkKe CIIOCOOCT-
BOBAJIO TUIOXOM OCBEIOMJICHHOCTH Bpadeil 0 TaHHOM 3a0oJieBaHUH. BBIsIBICHHAs Ha-
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MU CeMbsl, IMeroIas 2 O0MBHBIX ¢ TPUILUIETOM A, siBIIsieTcs nepBoit B Poccuu ¢ man-
HbIM 3a0oneBanneM. B naboparopuun Texnudeckoro ynuBepcuteTa r.Jlpesnena mnpo-
BeneHo cekBenupoBanue reHa ALADIN (mpod. A.XeOHep), KOTOpOE BBISBHIO €O
MyTaI{I0 B KOMIIAyHI-T€T€PO3UTOTHOM COCTOSIHUH, B T.4. T€TE€PO3UTOTHYIO MYTAIUIO
caiita crutaricuara 892+2T>G ((IVS8+2T>G) B 8-M MHTpOHE W TeTEPO3UTOTHYIO
HoHceHc-myTaruio 227C>T (Gln 49 Stop (Q49X) Bo 2-M 3K30HE ¢ 00pa3oBaHHEM
crorn-kogona. Y 10,0% manueHTOB NMPUYMHY MEPBHYHON HETOCTATOYHOCTH KOPBI
HAJIMOYEYHUKOB YCTAHOBUTH HE yIAJIOCh.

C ydeToM nUTEpaTypHBIX JAHHBIX M TMOJYUYEHHBIX CBEJICHHUM O CTPYKType M
KIIMHUYECKUX MPOSBICHUSIX MEPBUYHOrO THUMOKOPTUIM3MA HaMU pa3pabOTaH airo-
put™ nuddepeHIMaIbHON TUArHOCTHKU pa3indHbix ero gopm (puc. 1). Ha ypoBHe
MEPBUYHON MEIMKO-CAHUTAPHOW MOMOIIM BEAYIAsl POJIb B PAHHEW TUATHOCTUKE OT-
BOJUTCS BpayaMm — MeauaTpaM, BpadyaMm — MeauarpaM Y4YacTKOBBIM, BpayaM oOmiei
NPaKTHKK (CEMEHHBIM Bpadam), BpadaM yY3KOro mnpodpwis Kak B amOyJIaTOpHO-
MOJIMKJIMHAYECKUX, TaK U B CTAllMOHAPHBIX yUpexJAeHUsAX. JJaHHbIe CrIeUaNUCThl MO-
I'yT MPEANOJIOKUTh HAIMYKE NMEPBUYHOTO THUIOKOPTUIIM3MA HA OCHOBAHUU TaKUX Xa-
PAKTEPHBIX KIMHUYECKUX CUMIITOMOB KaK apTepualibHasi TUIIOTEH3Us, B T.4. OPTOCTa-
TAYECKasi TUNOTeH3usl, MU dy3Hasi TUIEPIUTMEHTAILIUS KOXKHBIX MOKPOBOB, MPUCTpa-
CTHE K COJICHOM IMHUIIIE.

Ha stane cnenuanu3upoBaHHBIN MEIUIIMHCKON MOMOIIM JETH C YKa3aHHBIMH OT-
KJIOHEHUSIMU JIOJI’)KHBI HAIMPaBISATHCS K Bpayy — JETCKOMY SHIOKPUHOJIOTY JAETCKOIO
AHJOKPUHOJIOTMYECKOT0 KaOMHEeTa, KOTOPBIN MPOBOAUT OOCIEJ0BaHNE, HEOOXOIUMOE
JUTsl BepU(pUKAIUU MEPBUYHOTO TUIIOKOPTUILIM3MA, B YACTHOCTHU OMNpPEJEICHUE YPOBHS
0azanpHOTO KOpTH30Ja, AKTI', peHMHOBOW aKTMBHOCTHU IUIa3Mbl, MO MOKa3aHUIM
AKTI-cTUMyNSIIIUOHHBIL ~ TECT,  KOTOpble  JOCTYNHBI B aMOyJIaTOpPHO-
MOJIMKJIMHAYECKUX YUPEKICHUSX.

B cnydae moaTBepkaeHHS TEPBHYHOTO THUMOKOPTHIM3MA (0a3aJIbHBIH ypOBEHB
koptu3ona <80 HMOJB/JI, CTUMYITHPOBAHHBIA ypoBeHb KopTh3oia <500 HMOmB/m,
noBbIICHHBIN ypoBeHb AKTI) ciaenyronum 3TarnoM sIBISIeTCS UCKITFOUYCHUE ayTOMM-
MYHHBIX MOJUTIaHAYISIPHBIX CUHIPOMOB. DTO 00YCIOBIEHO TEM, YTO OHU 3aHUMAIOT
HaWOONBIIUN YACNBHBI BeC B CTPYKType mepBuuHOro rumnokoptummsma (70%),
UMECIOT XapaKTePHbIC KIIMHUYECKHE CHHAPOMBI (THIIOMAapaTHPE03, CIAU3UCTO-KOKHBIN
KaHIUI03, caxapHbld nuaber 1 THma, ayTOMMMYHHBIA THPEOWIHWT), KOTOpBIC, Kak
MPaBUJIO, OSIBIISIFOTCS 10 PA3BUTHUS TUIIOKOPTULIM3MA, JTa0OPATOPHbIE UCCIIEIOBAHMS,
HEOOXOMMBIE U JTUArHOCTUKU ITHUX CHHIPOMOB (YPOBECHH TJIFOKO3BI, HOHHU3HPO-
BaHHOT'O KaJIbIUs, aHTUTEN K TUPCOUTHON TIEpOKCHIa3e), JOCTYITHBI I UCCIIE0Ba-
HUS B aMOyJIaTOPHO-TIOJUKIMHUYECKUX YUPEIKICHUSIX.
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[lepBuyHas MeauKO-caHUTapHas aMOy- BrlsiBiIeHHE CUMIITOMOB THIIOKOPTH-
JATOPHAS WIM CTAllMOHAPHAS [TOMOIII! U3Ma. apTepuanbHasi TUIIOTEH3HS,
Bpay — NeANaTp y4acTKOBBIN, Bpay 00- TUIEePIUTMEHTAl s, TUIOTIUKEMHUH,
IIeH MpakTUKU (CeMEWHBIN Bpay), Bpad- TUIIEPKAITUEMUS, TPUCTPACTUE K CO-
IeUaTp AETCKOTO OTAEIEHHUs, Bpauu JIEHOM IUIIE
y3KOT0 Ipoduiist

v
Cnenuanu3npoBaHHAas MEIULIMHCKAS + rUIonapaTupeos.
ITIOMOIIIb. Bpay - IETCKUN SHAOKPUHOIOT OO6cnenoBanue 11 BepUPpUKaluu
JETCKOT0 3HAOKPUHOJIOTMYECKOTO Ka- TUIIOKOPTULIM3MA: 0a3albHbIA KOPTHU-
OMHETa UM OTIEICHUS 3011 <80 HMOJB/JI, CTUMYJIUPOBAHHBII

kopTtu30s1 <500 HMOJIB/, TOBBIIIIE-

v

BrIsABieHHE pyrux ayTOMMMYHHBIX

HUe peHuHa (+)

3a007eBaHUI
«—— — v
I'mnonapatupeo3s’ AyTOMMMYHHBIN Het ayrouMMyHHBIX 3a0051€BaHUI
W/WIIH CITU3UCTO- TUPEOUIUT, caxap-
KO>XHBIW KaHIUI03 HbIY quabeT 1 Tuma
v v v
AyTOMMMYHHBIN AyTOMMMYHHBIN OO6cnenoBanue 1 BepUPpUKaLuu
MOJIUTJIAHTYJISIp- MOJIUTJIAHTYJISIp- cunapoma Tpurmier A: peHTreHo-
HBII cuHApoM 1 HBI CHHIIPOM 2 rpadus NUILIEBOIA C KOHTPACTUPO-
THUIIA THUIIA BanueM, ®OI'JIC, tect [llupmepa,
OKyJHUCT (MCCIIeIOBAHKE TJIA3HOTO
JHA)
. v
Axanasusi TUIIeBO/Ia, aJlaKpUMUs Her axama3un nunieBoaa u anak-
puMuu
! !
Cunapom Oirposa (Tpuriiet A) Penxue BapyuaHThl TUIIOKOPTULINA3-
Ma
v
denepanbHbIE METULIMHCKUAE YPpOBEHD KUPHBIX KUCIOT C OYEHD JJIMHHOU
yupexaenus (QHL] M3uCP 1erbpio, ucciaenoBanue renoB DAX-1, MC2R,
P®, MT'HIL] PAMH) MRAP, AIRE, ALD

Puc. 1. Anroput™m nuddepeHunanbHOl AUArHOCTUKYA MEPBUYHON HETOCTATOYHOCTH
KOPBI HAAMOYEYHUKOB
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[Ipu uckItOYEHUH ayTOMMMYHHBIX MOJUTIAHIYJISIPHBIX CHUHJIPOMOB HEOOXO0IUMa
muddepeHnmanbaas TUarHoCTUKa JTIOCTaTOYHO PEAKO BCTpedaromuxcs (GopMm mep-
BUYHOI'0 runokoptunmu3Ma. Cpeau BCero MX MHOrooOpasusi Ha YpOBHE CIElUANN3H-
POBAaHHOW MEIUIIMHCKON MOMOINM TOYHO MOKHO JAMArHOCTUPOBATH JIUIb CHUHIPOM
Tpumier A, TOCKOJIBKY OH UMEET TaKHE XapaKTepHbIe KIMHUYECKUE CUMIITOMBI, KaK
aJaKpuMMsl, axaja3us MUIIeBoa, aTpodust AUCKA 3pUTEIBLHOTO HepBa. s nuarHo-
CTUKH 3TUX COCTOSIHUM HEOOXOIUMO MPOBECTH PEHTTEHOrpaduio MUILEBOJIA C KOH-
TpacTupoBanueMm u/uinu ¢udporzodaroractpoayoaeHockonuto, Tect lupmepa nms
OLICHKU MPOAYKIIUU CIIE3HOM KUAKOCTH, UCCIEOBAaHNE TT1a3HOTO JHA JJIS BBISIBICHUS
aTpoduu AKcKa 3pUTENIbHOTO HEepBa. Bee 3Tu uccnenoBanus JOCTYIHBI Kak B aMOy-
JATOPHO-MOUKIMHUYECKUX, TaK U B CTAIMOHAPHBIX MEIUIIMHCKUX OPraHU3aIHsIX.

JluarHocTuka Opyrux BapUaHTOB MEPBUYHOTO THMIOKOPTHUIM3MA HEBO3MOXKHA
JaKe B YCJIOBHSX peciyOMKaHCKUX (00JIACTHBIX) MEAMIIMHCKHX OpraHU3aIlui, IMo-
CKOJIbKY TpeOyeT CIO0XHBIX OMOXMMHUYECKHX U MOJICKYJISIPHO-TEHETUUYECKUX HCCIIe-
noBaHui. Takue OOJIbHBIE HYXKJAIOTCS B HAMPABICHUH B (PeiepalibHbIe YUPEIKICHHUS.

AHanu3 MPUYUH BTOPUYHOTIO TUIOKOPTHUIIM3MA IOKa3aj, YTO B OOJBIIMHCTBE
cirydaeB (62,5%) oH ObUT OJHUM W3 MPOSIBICHUN UIAMONATHYCCKOTO MAaHTHITOIUTYH-
Tapuszma. Kak nmpaBuiio moBojoM ajis 00CiIeI0BaHusl SBIISIETCS BbIpaKEHHAs 3a/IepikK-
Ka pocTa y 3TUX MAI[UEHTOB, B CBS3U C YEM UM MPOBOJUTCS HCCIEIOBAHUE COMATO-
TponHOW (DYHKIMU TUNO(uU3a, a MOCIEe MOJATBEPKICHUS COMATOTPOIHOM HEI0CTa-
TOYHOCTH — UCCIIEIOBAHUE APYTUX TMIMO(PU3APHBIX U CBSI3aHHBIX C HUMU T'OPMOHOB,
Brirouass AKTI u koptuson. Kak nmpaBuio, y 3TUX NalMEHTOB BTOPUYHBIA THUITOKOP-
TULIM3M Pa3BUBAETCS TOJILKO B MOJPOCTKOBOM BO3PAacTe WM JaK€ BO B3POCIOM Iie-
puoje KU3HU. Y JBYX JETEH MaHTUMONMUTYUTApU3M ObUT BBHISBIIEH B HEOHATAIHLHOM
nepuoie pu 00CIeJOBAHUHU 110 MTOBOAY TMIIOTTIMKEMUYECKUX COCTOSTHUM.

VY 25,0% neteli ¢ BTOpUYHBIM TUTTOKOPTHUIIM3MOM TPUYUHON 3a00JICBAHUS SBU-
nack Kpannodapunreoma. Taxxke HaAOMIOJATOCH IO OAHOMY CIYyYar0 JUCTEPMUHOMBI
U CENTO-ONTHYeCKON auciuiazuu (cuHapoM e Mopbce).

Hamu Takxe paspadbotan anroput™ auddepeHnnaibHON TMarHOCTUKA BTOPUYHO-
r0 TUIMOKOPTUIIN3MA, KOTOPBIA UMEET HECKOJIBKO MPUHIUIHAIBHBIX OT TAKOBOTO MPH
MIEPBUYHOM THIIOKOPTHIIH3ME (pHC. 2).

[TockonbKy BTOPUYHBIN THIIOKOPTUIIM3M B OTJIMYKE OT MEPBUYHOTO HE UMEET Ka-
KUX-TU00 XapaKTEePHBIX KIMHUYECKUX CHUMIITOMOB, Ha YPOBHE MEPBUYHON MEIHMKO-
CaHUTApHOM MOMOIIM OCHOBHAsl POJb B BBISBICHUU ATUX MAIIMEHTOB OTBOJUTCS HE
BpayaM — MeauaTpaM, a BpadaM y3Koro nmpodwis (HEBpOJIOTH, HEUPOXUPYPTH, OHKO-
JIOTH), KypUPYIOIIUE MAIMSHTOB ¢ 3a00JICBAaHUSMH, TIPU KOTOPBIX Pa3BUTHE BTOPUY-
HOTO THUIOKOPTHUIIM3MA MOTEHIIMAIBLHO BO3MOXKHO. JTO JIETH C OMYXOJSIMU THUIOTa-
JaMo-TUNOo(PU3apHONA 00JIaCTH, a TaKKe MEPEHECIINEe XUPYPrHuecKue, JTy4eBble U
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JIpyrue BO3/ICUCTBUSA B JaHHOU 30HE. Jlpyroe oTiinuue 3akitO4aeTcsi B TOM, 4TO 00-
CJICIOBAHUE, HANPABIIEHHOE HA JUArHOCTUKY TMIIOKOPTULIM3MA, JOJKHO HPOBOIUTH-
Csl y ATUX OOJIBHBIX PEryJIpHO, MOCKOJIbKY BTOPUYHBIM THIIOKOPTUILIU3M MOXKET pa3-
BUTBCS B JIOCTATOYHO OTAAJICHHBIC CPOKH (TOJBI U JECATHIICTHS) TIOCIEC Pa3BUTHS OC-
HOBHOTO 3a0oJyieBaHus. B manHOM 00cie10BaHMM OMUMO HEBPOJIOTUYECKUX U HEM-
POXUPYPTUUECKUX OOJIbHBIX HYXIAIOTCS TaKXKe JETH, COCTOSIIIME Ha y4yeTe Bpaya —
JCTCKOT'O 3HJIOKPHHOJIOTA C JAPYTMMH THUIIOPHU3APHBIMU paccTpoiicTBamu (THUITOMH-

TYMTapu3M, HeCaXapHbIH TUa0eT, TUIIOTOHAIOTPOITHBIN THIIOTOHATU3M).

[lepBuuHas MenuKO-CaHUTApHAS Hanuuwne 3aboneBaHuii 1 COCTOSHHI,
MOMOIIIb: Bpauu y3KOro npoduiist KOTOPbIE MOT'YT COIIPOBOXKIATHCS TH-
MMOKOPTULIM3MOM: OITYXOJIU U APYTUE
MMaTOJIOTUYECKHUE TTPOIECCHI B TUIIOTA-

JaMo-TUno(pu3apHoOi 001aCTH, TUIIOT-

JTUKEMUU
v
Cnennann3nupoBaHHAs] MEIUIUH- + BepuPUIIMPOBAHHBIE YHIOKPUHHBIE
CKasl MOMOILb: Bpay - JETCKUI 3a00JeBaHus TUNO(PU3A: TUITOMUTYH-
3HJOKPHUHOJIOT JETCKOTO 3HJIOK- Tapu3M, HecaxapHblil 1uabeT, Tumoro-
PUHOJIOTUYECKOTO KaOWHETa WIH HAJIOTPOIHBIA TUIIOTOHATA3M.
OT/ACJICHUSA Exeronnoe obcrienoBanue 1Jisi BEpU-

(UKaIK THITOKOPTHIIM3MA: Oa3alib-
HBI YPOBEeHB KOpTH30Ja <80 HMOJIB/,
CTUMYJIUPOBAHHBIN YPOBEHb KOPTH30-
1a <550 HMOIIB/JI, CHIKEHHE YPOBHS
AKTT

|

UccnenoBanue yp‘OBHH AKTT, cBo-

6omHoro Tupokcuna, TTT, UDP, mpo-
naktuHa, JII', ®CI', TecrocTepoHa win
ACTpaaunoiia, CTUMYJISILIHOHHBIE TPOOBI
c onpenenennem CTT', mpoba Mouu o

3UMHULIKOMY

Puc. 2. Anroputm nuddhepeHmanbHON TUarHOCTUKH BTOPUIHOTO TUITOKOPTHITM3MA
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¢ PeKTUBHOCTH HEOHATAJIBHOI0 CKPUHUHTIA
BPOXKAEHHOM TMCPYHKIUN KOPBI HANOYEYHUKOB

B teuenue Bcero mepuona ckpuHHHTA OBLTO 0OciemoBaHo 134 618 HOBOpOXK-
neHHbix. [loBermennsiii ypoBerab 17-OHP B menbHO# kpoBu Obut BhIsBIEH y 806
(0,6%) HOBOpPOXJIECHHBIX, BKIOYCHHBIX B IporpamMmy ckpuHuHra. [Ipu mcciemopa-
Huu ypoBHs 17-OHP B chIBOpOTKE KPOBH 3THUX JIETEHM €ro MOBBIIICHHBIE KOHIICHTpA-
iy BeisiBiieHBl B 113 (8,4%) ciydasx. YV 98 HOBOPOXKIEHHBIX MPH JUHAMUYESCKOM
HaOmoaeHun ypoBeHb 17-OHP cHukaicst, 4To mO3BOJIMIIO UCKIIOUUTH Y HUX BPOXK-
JIEHHYI0 TUC(YHKINUIO KOpPBI HaAmoyeyHukoB. ¥ 15 HoBopoxnennsix 17-OHP ocra-
BAJICSl TIOBBIIICHHBIM, B CBSI3U C YEM Yy ATUX JeTell ObLI MpOBEJEH aHalu3 TeHa
CYP21, uTo mo3BoanI0 BepUPHUITMPOBATH TaHHBIN THATHO3.

Takum 00pa3oM, pacopOCTPAaHEHHOCTh BPOXKIACHHON NUCHYHKIIMU KOPHI HaAMO-
yeqHUKoB B PecnyOimke bamkoproctan coctaBuna 1 cryuait Ha 8974 HOBOpOXKICH-
HbIX. [laHHBIN TTOKa3aTedb HE OTJIMYAETCS OT aHAJIOTMYHOTO B OOJBIIUHCTBE APYTUX
cyonrekToB P®, B kotopsix BJIKH BcTpeuaercs ¢ wactoroii ot 1 : 7617 B KpacHomap-
ckoMm kpae gm0 1: 10014 B r.Mockee ([enucenkoBa E.B., 2008; Marynesuu C.A.,
2009; Cymorosa JI.A., 2006).

AHaNHM3 CpPOKOB pealu3allii OTACIbHBIX ATAllOB CKPUHHUHTA IMokaszan (Meaua-
HBI), 9TO cOOp 00pa3loB KPOBH Y HOBOPOXKICHHBIX OCYIIECTBISETCS Ha 5-H JCHb
’KU3HU, UX JIOCTaBKa B JabopaTtoputo — Ha 8-it nern. Onpenenenue yposus 17-OHP B
IeTHHONU KpOBU MpoBoauTcs Ha 11-it neHp, perect — Ha 13-i JeHB XKHU3HU, a UCCIIE-
JIOBaHHWE JTAHHOTO MapKepa B CHIBOPOTKE KpoBU — Ha 21-i1 meHp xu3Hu. OTCTaBaHUE
(haKTUYECKUX CPOKOB pealn3allii OTJEIbHBIX 3TAllOB CKPUHUHTA OT IIEJIEBBIX MOKa-
3aTesiel 0OBSICHIETCS TEM, YTO COTJIACHO METOAMKE MPOBEJCHUSI CKPUHUHTA Y HEO-
HOIIIEHHBIX, a TaKXK€ Y HOBOPOXKJICHHBIX, MOJIYYaAIOIIMX WH(Y3MOHHYIO TEparuio,
[IIOKOKOPTUKOUIHBIE Tpenaparhl, B3STHE KPOBH IPOBOJIUTCS MOCIE MpPEeKpalieHUs
VHTEHCUBHOM TEpaIuu.

BospacT npu nocraHoBke guarHos3a coisbrepsitonieit dopmel BJIKH y neBouek
MOCJIe BBEJICHUS CKPUHHMHTA CYIIECTBEHHO HE M3MEHMICS (Tabi. 2). DTo 00ycioBIe-
HO T€M, YTO U JI0 BHEJAPEHUSI CKPUHUHIA AUArHOCTHUKA 3a00JIeBaHUs Y JIEBOUEK Obliia
B OOJIBIIIMHCTBE CIIy4aeB CBOEBPEMEHHOM M3-3a repMadpOAUTHOTO CTPOCHUS HAPYXK-
HBIX T€HUTAINM, OCOOEHHO B T€X ClIy4asiX, KOrJa pa3BUBAJICS COJbTEPAIOMINN KpU3.
Bupunsnas ¢dopma BJIKH y neBouek Bo Bcex ciydasix cTaja AUArHOCTHUPOBATHCS B
HEOHATaJBLHOM MEPHUOJIe, TOT/la KaK B MPEKHHUE TOAbl OTMEYAIUCh CIydad JUarHo-
CTUKH 3a00JI€BaHUs B IIKOJILHOM BO3pacTe, OCOOCHHO €CJIM BUPUIIU3AIUS HAPYKHBIX
reHuTanui He npesbimana |l crenenu no [panepy.

CyIecTBEHHO M3MEHIIINCh CPOKH IMOCTAHOBKH JIMArHO3a Y MaJbUMKOB (TalJI.
2). Bee citydam conbTepsitomieii GopMbl Y HUX BBISIBIISUTUCH B HEOHATAILHOM ITEPHOIE
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€lle 10 Pa3BUTHUSA TIKEIOTO COJBTEPSIONIETO Kpu3a, Oaroaaps uemy He TpeOoBaiach
rocnuTaNIn3alus B peaHUMAallMOHHbIE OT/ACJICHUS M MalaThl UHTEHCUBHON Teparnuiu.
BrisiBieHUE y HOBOPOXKJIEHHBIX MaJIbUYMKOB THIIEPKAIMEMUN U TUIIOHATPUEMHUH Ha-
psiny ¢ noBblIeHHBIM ypoBHeM 17-OHP mo3Bomsiio 1ocTtaTodHo ObICTpO Bepuduim-
poBaTh AaHHYIO Gopmy 3a00JEBaHUS U CBOCBPEMEHHO Ha3HAYATh 3aMECTUTEIIbHYIO
TOPMOHAJIbHYIO TEPAIHUIO.

Jlo BBelleHMSI HEOHATAJILHOTO CKPUHHMHIA BCE ClIy4au BUPHIBHOU (OPMBI BbI-
SBJISUTMCH B BO3pacTe crapiie 4 JeT, pu 3TOM MOBOJIOM JIJIsi 0OpallieHus: K Bpauy Obl-
JI0 TIPSKIACBPEMEHHOE MOJIOBOE Pa3BUTHE IO M30CeKcyaabHOMy THIy (Tadm. 2). Ilo-
CcJie BHEJIPEHUSI CKpUHHMHTA MeJMaHa BO3pacTa, B KOTOPOM OKOHYATEIbHO YCTaHABIIH-
BaJICSl TMarHo3, CHU3WIACH ¢ 5,3 rona a0 43 gaeit. HeoO0xommMo 0TMETUTS, 9TO, Cpo-
KM peaju3alHiH BCEX 3TAloOB CKPUHHUHTA (3a00p M TPAaHCIIOPTHPOBKA 00pa3IioB, OIpe-
nenenue ypoBHs 17-OHP B 1enbHON KPOBH M CBIBOPOTKE KPOBH) HE 3aBUCEIU OT
dbopMbl 3aboJieBaHusl, BUpUIbHAsA ¢opMa BCE K€ IUArHOCTHUPOBAJIACH IMO3XKE, YeM
conpTepstomas (coorBercTBeHHO 43 mus m 20 mueit, p<0,013). D10 00yCIIOBICHO
TEM, YTO U3-3a OOJBIIOTO KOJWYECTBA JIOKHOIMOJOKUTEIBbHBIX MOBBIIICHHBIX 3HAYE-
Huii 17-OHP y manpunkoB TpeOyeTcsl MOBTOPHOE MCCIIEIOBAHUE IAHHOTO MapKepa B
TMHAMUKE KaKIbIe 2 HEJCNH, W JHUIIb MPU CTOMKOM €ro MOBBIMIEHUU 3a00JICBaHHE

MOKET OBITH AUArasoCTUPOBAHO.

Tabnwma 2 - CpenaHuii BO3pacT NMPHU IMOCTAHOBKE JMArHO3a, THHU JKU3HHU (MeIHaHa,

MUH. — MaKc.)

®opma B/IKH J1o ckpuHUHTa IIpu npoBeneHun p
CKPHHHHTA

M: ] 1:11 1:09
Consrepsromias Gpopma — 11 nHei 8 nHei 0,082
TICBOYKHA (5 - 23 nus) (4 — 19 nHeit)
Conprepsromnas ¢popma — 34 mus 20 naei 0,021
MaJTBIUKA (14 nueit — 3 mec.) (14 — 28 nneit)
Bupunbraas ¢hopma — neBou- 6 Mmec. 15 nuent <0,001
KH (0 — 16 neT) (5 - 21 nenp)
Bupunbraas ¢hopma - Majib- 5,3rona 43 nHs <0,001
YUKH (4,2-14,2) (29 — 54 nus)
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CTouMOCTh PAacXOZOB Ha MPOBEACHHWE HEOHATAIBHOIO CKPHHHUHTA B IICHAX
2008 roma cocraBuna 5192676,91 py6., a 3aTpaThl Ha MPOBEJCHUE OJTHOTO OIpEIeIIe-
Hus ypoBHs 17-OHP - 131,93 py6. C yueTrom KoOJIM4YecTBa BBISBICHHBIX OOJBHBIX
CyMMapHbIe 3aTpaThl Ha BBIABICHHE OJTHOTO cly4ass 3a00JeBaHHS COCTABHIIU
1168805,56 py0. Panusis aumarHocThka 3a00JieBaHUS B HEOHATAIBHOM TEPHOE TIO-
3BOJIMJIA M30€KATh TAaKUX OCJOKHEHHH, KaK COJNBTEPSIONIMN KpPU3, M CBS3aHHBIC C
HUMHU JICTAJILHBIC MCXOJbl W JUTMTEIbHAS TOCIUTAIHM3AINS, & TaKKe MPEIOTBPATUTD

pa3BUTHUE MPEKICBPEMEHHOTO ITOJIOBOTO PA3BUTHSI IIPH BUPHILHOU opme (Tadi. 3).

Tabmuna 3 - [IpenoTBparieHHbIC SKOHOMUYECKHE TTOTEPH MPU IPOBEICHUH HEOHA-
TaJIbHOT'O CKPUHUHTA BPOXKACHHON NUCHYHKIIMU KOPHI HAATOUYESUHUKOB

[Tpr4rHBI 5KOHOMHUYECKUX NIOTEPH [Torepu Kou-Bo [Torepn,
Ha 1 OOJIBHBIX | THIC. pyO.
0O0JILHOTO,
TBIC. PYO.
JlintensHOE MpeObIBAaHUS B CTAIMOHAPE 44,415 2 88,83

BCJIICACTBUC PA3BUTHA COJIBTCPAIOMICTO KpHU3a

JleTanbHOCTH B HEOHATAJIBHOM MEPUOJIE Y 12 214,24 1 12 214,24
MaJIbYMKOB C COJbTEpsIoIel popmoit

[IpexxmeBpeMEeHHOE TIOJIOBOE Pa3BUTHE Y 390,0 3 1170,0
MaJIbYMKOB C BUPUIIBHOMN (hOpMOM

HUroro... 13 473,07

C ydeToM 3aTpaT Ha peaTu3alui0 HEOHATATLHOTO CKPUHHWHTA U TPEIOTBpa-
IMICHHBIX TOTEPh dKOHOMHUYEeCcKas 3(PPEeKTUBHOCTh CKpHHHWHTA cocTaBuia 2,59 pyo.

Ha KaXJblid pyOJib, BIOXKEHHBIN B peanu3aliiio IporpaMMbl.

MoJieKyJsIpHO-TeHeTHYECKASI XapaKTepPUuCcTHKA
nepunuTa 21-ruapoKcHiIa3bl

Y 76 6onpubIx BJIKH BBIBIIEHO 8 pazmuunbix mytanuid rena CYP21A2 (taou.
4). C waubonpmed yactoroit (26,3%) oOHapyxeHa JeNelus/KOHBEPCHUs
(delA20rLGC), B ToM umciie B TOMO3HIOTHOM COCTOSHHUHM Y 9 OOJIBHBIX C COJIbTE-
pstonieit popmoii 3aboneBanus. Bropoii mo wacrote O0buta myTtanus R356W (18,4%).
Mytaruu 12splice, 1172N u Q318X rena CYP21A2 BrisiBieHbI ¢ yactotamu 12,5%,
6,5% u 5,9% cootBercTBenHOo. MyTamus V281L rena CYP21A2 oGnapyxeHa y ABYX
OOJNBHBIX ¢ BUPWIBbHOH (hopmoit (BD) B KOMIayHA-TEeTEPO3UTOTE C IPYTUMH MyTa-
musivu (1,3%). Myranus P30L naentudunmpoana y ogaoro 6osiapHOro ¢ BO B ro-
Mo3urotHoM cocrossauu (1,3%), a myranus P453S — y oxgHoro 6onsHoro ¢ BO B
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komnayHa-rereposurore ¢ myraruei 1172N (0,7%). Ha 30,9% xpomocom y 00Jib-
Hbix ¢ BIKH myTtanuu He uaeHTu@UuImpoBaHsbl.

Ananu3s pacnpenenenus yactoT myrtanuii B rene CYP21A2 B nByx rpymnmax ma-
IUEHTOB C KJIACCHYeCKUMH (opMaMH 3a00JE€BaHUS TOKA3aJl CTATUCTHYCCKU 3HAYH-
Mble oTiinuus. Tak, y 6onbHbIX ¢ CT® 1o cpaBHEHHIO ¢ BUPWIbHOU (hopmoil gerne-
musi/kouBepcust delA20rLGC rena CYP21A2 Berpeuanachk B 2,2 pasa vame (35,9% u
16,2% COOTBETCTBEHHO, x2=6,61, p=0,005), mytamus R356W — B 2,4 pasa uaie
(25,6% u 10,8% cootBercTBeHHO, ¥°=4,62, p=0,020), myrauus 12splice — B 2,6 pasa
qame (18,0% u 6,8% coorsercrBenHo, ¥°=3,39, p=0,03;) u Q318X (10,3% u 1,4%
COOTBETCTBEHHO, x2=3,93, p=0,020). Hanpotus, myrauus 1172N Gonee xapakrepHa
st 0opHBIX ¢ BD, uem mast 6onbHbIX ¢ CT® 3a0onesanus (12,2% u 1,3% cootBeT-
CTBEHHO, x2=5,65, p=0,008). Mytaruu P30L u V281L BBISIBICHBI TOJBKO Y OOJLHBIX
¢ BO.

Tabnuna 4 - Yacrora myTtanmii rena CYP2142 y GonbHBIX ¢ KJIacCHYeCKUMU (Hop-
MaMH JehunnuTa 21-ruIpoKcuiiassl

Bcero, n=152 CT®d, n=78 B®, n=74
Myraumi n % n % n %
delA20rLGC 40 26,3 28 35,9 12 16,3
R356W 28 18,4 20 25,6 8 10,8
12splice 19 12,5 14 18,0 5 6,8
Q318X 9 59 8 10,3 1 1,4
172N 10 6,6 1 1,3 9 12,2
V281L 2 1,3 - - 2 2,7
P30L 2 1,3 - - 2 2.7
P453S 1 0,7 - - 1 1,4
X 47 30,9 12 15,4 35 47,3

Jliist GONBHBIX C conbTepsroel hopmoii 3aboneBanus (CTP) B ocHOBHOM Xa-
pPaKTEpHbI TOMO3HUTOTHBIC TCHOTHUIIBI 10 Aenenuu/konBepcun delA20rLGC (23,1%),
myTtanusm 12splice u R356W (10,3%), torna kak s 00bHBIX ¢ BD — retepo3urot-
HbIe TeHoTHITHI 10 nenennu/kouBepcun delA20rLGC u mytammu 1172N (13,5%) win
HenIeHTuGumpoBanHoi myraruu (8,1%) (tadm. 5).

VY 6 6ompubIx BJIKH 00Hapy:keHO PHUCYTCTBHE MBYX MYTalliii HAa OJHON XpoO-
mocome: R356W+Q318X (3,3%, 5/152), 1172N+Q318X (0,7%, 1/152). Takoe cuen-
JI€HUEe MYTalUui, WIM KJIacTep, YHacIeAOBaHO OOJBbHBIM JIUOO OT MaTepH, JUOO0 OT
otua. Knacrepuzanus myranuii Ha OJHOM XpOMOCOME BHYTPHU HYKJICOTHUIHOU ITOCTIE-
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JI0BaTEeNIbHOCTH TeHa xapaktepHa misa reHa CYP21A2. OnmHuM U3 SApKUX TMPUMEPOB
CIETUICHHSI MYTalliid B ATOM TeHE SBIAETCS KiIacTep M3 3-X MHUCCEHC-MyTaluil -
1236N, V237E, M239K - B 6-M 3k30He, u3BecTHbIN Kak E6Cluster. CormacHo nurepa-
TypHBIM NaHHBIM y OonbHBIX BJIKH w3 pasHpix cTpan mupa UACHTUDUIIUPOBAHBI
pa3TUYHBIC KJIACTephl MyTaIluH, crielu(UIHbIE IS KaKI0r0 pernoHa. Bo3moxkHO,
TaKWe KJIAcTephl BO3HUKAIOT BCIIEICTBHE OOJNBIINX KOHBEPCHH WM MHOTOKPATHBIX
MYTAIMOHHBIX COOBITHIA.

Tabnuma 5 - Yacrora renotunos ¢ mytauusmu reHa CYP2142 y 60apHBIX C Ki1accu-
geckuMu (popmamu aeduimta 21-TuIpoKCHIa3bI

Bcero, n=76 | CT®, n=39 B®, n=37
I'eHoTHnbI

n % n % n %
delA20rLGC/delA20rLGC 9 | 11,84 | 9 23,1 - -
delA2 or LGC/I172N 5 6,6 - - 5 13,5
delA20rLGC/12splice 3 3,9 1 2,6 2 54
delA20rLGC/ R356W 4 5,3 3 7,7 1 2,7
delA20rLGC/ Q318X 4 2,6 2 51 - -
delA20rLGC/R356W+ Q318X | 1 1,3 1 2,6 - -
delA20rLGC/V281L 1 1,3 - - 1 2,7
delA20rLGC/X 6 79 3 7,7 3 8,1
12splice/I2splice 4 53 4 10,3 - -
12splice/R356W 2 2,6 1 2,6 1 2,7
12splice/Q318X 1 1,3 1 2,6 - -
12splice/I172N 1 1,3 - - 1 2,7
12splice/X 4 53 3 7,7 1 2,7
R356W/R356W 5 6,6 4 10,3 1 2,7
R356W+Q318X/R356W 4 5,3 3 7,7 1 2,7
R356W /1172N 1 1,3 - - 1 2,7
R356W/X 1 1,3 - - 1 2,7
1172N+Q318X/R356W 1 1,3 1 2,6 - -
1172N/P453S 1 1,3 - - 1 2,7
1172N/X 1 1,3 - - 1 2,7
V281L/X 1 1,3 - - 1 2,7
P30L/P30L 1 1,3 - - 1 2,7
XIX 17 | 22,4 3 7,7 14 37,8
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B nHamem permone Hambosiee pacrpoOCTPaHEHHBIM OKa3ayics KjacTep U3 2 MHC-
ceHc-myTanuidi B 8-M sk30He R356W+Q318X, KoTOpEIit OBIT YK€ BBIABICH U B JIPY-
T'UX MOMYJIANHASX MAPa KaK OTACITHHO, TaK U B CIICTUICHUH B KJIACTEPHI C APYTHMH MY-
tarusmu (Bachega T. et al., 2000; Koppens P. et al., 2000; Krone N. et al., 2000;
Stikkelbroeck N. et al, 2003). Bropoii wuacHTHOUIHPOBAHHBIN KJIacTep
1172N+Q318X okazaics cnernupuaHbIM I 00IbHBIX U3 Ph.

Ha ocHoOBaHWM MaHHBIX TPOBEJACHHOTO WCCICIOBAaHUS MYyTalluid B TEHE
CYP21A2 namu pa3paboTaH anropuT™ MoJiekyispHoi nuarHoctrky BJIKH B cembsx
BBICOKOTO pucka (puc. 3). JlaHHBIN aNTOPUTM MO3BOJIIET ONMPEICISTh CTPATETHIO T10-
MCKa MYTAaIWi, TPUBOIANIUX K HEIOCTATOYHOCTH 21-THAPOKCHIA3bl Y OOJIBHBIX, B
TOM YHCJIC ¥ Y BHOBb BEISIBIIEHHBIX BO BPEMSI MaCCOBOTO HEOHATAIBHOTO CKPUHUHTA,
BBISIBIISITh TETEPO3UTHOE HOCHUTENhCTBO MyTanuii reHa CYP21A2 u mpoBoauTh mipe-
HATAIBHYIO TUaTHOCTUKY JIJIS TPEAOTBPALECHUS POKICHUS OOJBHBIX JIETEH B CEMbSIX,
nmMeromux 0oapHbIX ¢ BJIKH.

['pynma pucka no aedunuty 21-TuapoKCuIasbl

(BeIcOKMIT ypoBeHBb 17-OHP)

: v

[TpeanooxuTeTbHO CobTepsroIas Ghopma [TpennonoxuTeTbHO BUPHIIbHAS (Op-
(runepKaieMust, TUITOHATPUEMHUS ) Mma (ypoBenb K u Na B Hopme)
Amnanmu3 myraruit delA20rLGC, R356W, Ananu3 mytaruit delA20rLGC, 1172N,
I2splice, Q318X R356W, I12splice, V281L, P30L, P453S
MyTanuu o0HapyKeHbI MyTtanuu He 0OHapyKEHBI
v v
Bepuduxarus hopmsr 3ab6oneBanus, SSCP-ananmm3, cekBeHHpOBa-
NpeHaTalbHasl TUArHOCTHKA HUE reHa

v

[Touck myTanuii B renax 17-runpokcunasel, 116era-

I'naApOKCUiIa3bl, KOCBCHHAA JHUArHOCTHUKA C UCII0JIb30Ba-

HueMm Beicokononumopdusix JIHK-nokycos

Puc. 3. Anroputm monekynspHo-reHeTndeckoit nuarnoctrku BJIKH B PecrryOnuke
bamkoprocran
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Hanwume rumepkaiveMun ¥ THUTIOHATPUEMUU C BBICOKOW JOJEH BEPOSTHOCTH
yKa3bIBaeT Ha conprepstomyto Gopmy BJAKH, npu koTopoil Hanbosee yacThIMHU OKa-
3amuch mytaruu delA20rLGC (35,9%), R356W (25,6%), 12splice (17,9%), Q318X
(10,3%) rema CYP21A2, xoTopbie MBI W TpejajaraeM BBISBIATH B TOH MOCIEIOBa-
TEJIHLHOCTH, B KOTOPOH OHM TepedyncieHbl. [Ipu HOpMaTbHOM YPOBHE 3JICKTPOJMTOB
OoJiee BeposiTHA BUpUIIbHASI opMa, KOTOpass MOXKET ObITh 00YCIIOBIIEHA TAKUMHU MY-
tanusmu kak delA20rLGC (16,2%), 1172N (12,2%), R356W (10,8%), I2splice
(6,8%). ITpu Ux OTCYTCTBHM MPOBOJIUTCS JCTEKIHs Oojiee penkux mytanuid: V281L
(2,7%), P30L (2,7%), P345S (1,4%). B ciayyac 4acTUYHON WJIM aOCOJIOTHOW HEWH-
(hopMaTUBHOCTH HYXHO NMpoBOauTh SSCP-aHann3 M CEKBEHUPOBAHHWE BCETO AKTHB-
Horo rena CYP21A2.

B tpex cembsix ¢ BIKH u3 Pb Oblna nmpoBeieHa npeHaTaidbHasi TMarHOCTHKA 3a-
0oJIeBaHUS MPSIMBIM METOJIOM. B TaHHBIX CEMBSIX OBLIIN M3BECTHBI 00€ MyTaluu. bei-
JO TOKa3aHO, YTO OJWH IUIOJ SIBISETCS KOMIIAYHJI-T€TEPO3UTOTOM MO Jiene-
iun/kouBepcun delA20rLGC rena CYP21A2 u HOpMBI, Y BTOPOTO ILIOAa OOHApYKe-
HBI B KOMIIAYH/-T€TEPO3UTOTHOM cocTostHuM aenerus/konBepcust delA20rLGC u my-
tarust R356W, a y tperbero miona myrtanuu delA20rLGC u myramus Q318X, ompe-
JICIICHHBIE B KOMITAYH-T€TEPO3UTOTHOM COCTOSIHUN Y POOaH/1a, HE BBISBIICHEI.

Takum oOpa3om, B cirydae BeIsiBIeHUS 00enx mytarnuii B rene CYP21A2 ¢ mo-
MOIIIBIO CHCTEMBI HaMOOJIEe PaCIpPOCTPAHEHHBIX U JIETKO JETEKTHPYEMBIX MYTaIlUi
ceMbs sBisieTcst nHpopmaTuBHOU Juis nipsamoit JIHK-nuarnoctuku u 11st 3T0M cembu
BO3MOXHBI MPOBEJCHUE NMPEHATATHHON AMATHOCTUKH W BBISIBJICHHE T€TEPO3UTOTHBIX
HOCHTEIICH ¢ UCTIOJIB30BaHUEM Pa3pad0TaHHOTO HAMH aJITOPUTMA MOJICKYJISIPHOU JTH-
arHoctuku BJIKH.

[IpoBeneHHOE HAMHM MOJICKYJISIPHO-TEHETHYECKOE OOcienoBanue /6 cemen ¢
BJIKH, mpoxkuBaromux B PecryOnmke bamkoprocran, mokasano, uro 61% cemeii,
uMeronux 6onbHbIXx BJIKH, okazanuce nmonnocteio unpopmatuBubiMu U 17% yac-
tnuHo uHpopmaTuBHbIMU 1715 JIHK-1uarnoctuku metogamu I[P, pectpuknmnonHo-
ro aHanu3a u ajurenbcnenuduanon ammudukanuu. 22% cemert ¢ BJIKH u3 Pb  ObI-
71 a0COJIFOTHO HEMH(POPMATUBHBIMU. B CBSI3U ¢ 3TUM B TaKUX CEMbSIX HEOOXOIAUMO
MPOBOJIUTH B JlajibHElIIeM OoJiee r1y00KOoe MOJIEKYISIPHO-TEHETHUYECKOE HCCIIeI0Ba-
HUE C TIOMOIIBIO CEKBEHHpOBaHUs Bcero akTuBHOro reHa CYP21A2 m KOCBEHHYIO
JHK-nuarnoctuky 3a0osieBaHMsI C HCIOJIb30BaHHEM Bbicokononumopdueix JJHK-
JIOKYCOB ¥ COCTABJICHHBIX 10 HUM TaIUIOTUIIOB.

Takum o00pazoM, wW3ydeHHE PACTIPOCTPAHCHHOCTH, CTPYKTYPHI WU KIMHHUKO-
TCHETHYECKOW XapaKTePUCTUKUA THUMIOKOPTHUIM3MA TMPEACTABISICT HECOMHCHHYIO Ha-
YYHYIO B TIPAKTUYECKYIO 3HAUMMOCTD B TIJIaHE UCIOJIB30BAHUS MTOTYYECHHBIX JAHHBIX
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st quddepeHnuanbHOM  TUAarHOCTUKM — Pa3fiuyHBIX  ero  (opMm, MEaHKo-

IFCHCTHYCCKOI'O KOHCYJIbTUPOBAHHA U HpeHaTaJIBHOﬁ JUAarHOCTHKU.

BbIBO/IbI:

1. PacnpocrpanenHocts runokoptuniuama B Pecniybnuke bamikoproctan coctaBuia
12,03 na 100000 merckoro HacemeHus. Hozomorudeckas CTpyKTypa THIIOKOPTH-
M3Ma TMPEJCTaBlIeHa BPOXKICHHOM AUCHYHKIUEH KOpPbl HAANOYEYHUKOB
(75,0%), mepBUYHON HEIOCTATOYHOCTHIO KOpPbI HajamouedHHKoB (9,6%) u BTO-
PUYHBIM THITOKOPTUITN3MOM (15,4%). Y MajbuMKOB IO CPABHCHHIO C JICBOYKAMHU
HaOJI01aeTCs 00Jiee BHICOKHMI yIEIbHBIA BEC BTOPUYHOTO THITOKOPTHIM3MA (CO-
orBeTcTBeHHO 27,1% u 5,4%). Cpenu HO30I0THYECKHX (DOPM MTEPBUYHOM HETOC-
TaTOYHOCTH KOPbI HAJMOYEYHUKOB MPE00IaIat0T ayTOUMMYHHBIE MOJUTIAHAY-
JsipHBIC CUHAPOMBI 1-r0 1 2-ro TunoB (cootBerctBeHHO 40,0% 1 30,0%) u Tpu-
wiet A (20,0%). BropudHbIil THIOKOPTHIIM3M B OOJBIIMHCTBE ciiydaeB (68,8%)
SBJISIETCS. OJTHAM M3 MPOSIBICHUN MAMOMATUYECKOr0 MaHTMIOMUTYyUTapU3Ma, a B
31,2% cirygaeB 00yCIIOBIIEH OMYXOJISIMH THITOTAIAaMO-THIIO(DU3apHON 00J1aCTH.

2. Pa3zpabortannbie anroputmbl muddepeHIHAIbHON AUATHOCTUKHA TIEPBUYHON He-
JOCTATOYHOCTU KOPBI HAJMOYEYHUKOB U BTOPUYHOTO THIOKOPTUIIM3MA HA HTa-
Max NEPBUYHON MEAUKO-CAHUTAPHON U CIEIUATU3UPOBAHHON MEAUIIMHCKOM MO-
MOIIY MO3BOJISIIOT ONPEACNIATh KIMHUYECKUN BapuaHT 3a00JIeBaHUs Y OOJBIINH-
CTBa MaIlMEHTOB.

3. PacmpocTpaHeHHOCTH BpPOXKIEHHON AMCPYHKIMHA KOPHI HAMOYCUHUKOB BCIIE-
ctBue nedurmra 21-ruapokcuiassl coctaBisier 1 caydail Ha 8974 HOBOPOXKIEH-
HbIX. Peanuzanus nporpaMmMbl HEOHATAIBHOTO CKPUHUHTA BPOXKICHHOW JHC-
(GYHKIIMU KOpbl HAAMOYEYHUKOB MO3BOJUJIA JUArHOCTHUPOBATH 3a00JIeBaHUE B
HEOHATaJbHOM TEPHUOJIE, BBIABIATH COJBTEPSIONUIYI0 GOPMY 0 Pa3BUTHUS COJb-
TEPAIONIETO Kpr3a. JKoOHOMHUYECcKast 3PPHEeKTUBHOCTh HEOHATAIIBHOTO CKPUHUHTA
BpPOXKJICHHOW AUCHYHKIMU KOPHl HAANOUYEUHUKOB B Pecnybnuke bamkopToctan
coctaBmia 2,59 py0. Ha Kax bl pyOsIb, BIOKEHHBIN B peaIU3aIMIo0 JAHHOH! TPO-
rpaMmbl, Onarojaps NPEAOTBPAIICHUI0O YKOHOMHUUYECKUX MOTEPb, CBSI3aHHBIX C
JETATbHBIMU CIy4asMU W JUIUTEIBHOM TOCHHUTAIM3AlMEed HOBOPOXKICHHBIX C
conbTepstoniel (GopmMoil, U MPeNynpeKACHUIO MPEKIECBPEMEHHOTO MOJIOBOTO
Pa3BUTHUS Y MAJTBbYUKOB C BUPWIBHOMN (HOPMOIA.

4. B Pecnybnuke bamkoprocTtan B rere 21-runpokcuinasbl y O0TBHBIX BPOKICHHON
TUMepIUIa3ueld KOpbl HAAMOYCUHUKOB WACHTU(GHUIIMPOBAHO 8 pa3IMYHBIX MYTa-
muii Ha 69,1% xpomocoM. C HamOOIBINEH YacTOTOW OOHAPYKEHBI MYyTaIluU
delA20rLGC (26,3%), R356W (18,4%) u 12splice (12,5%). Cpenu GOMBHBIX C
conpTepstomei (Gopmoii damie Bcrpedanuch Mytarnum delA20rLGC (35,9%),
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R356W (25,6%), 12splice (18,0%) n Q318X (10,3%), a nmpu npocToil BUPHILHOM
dopme delA20rLGC (16,2%), R356W (10,8%), I12splice (6,8%), 1172N (12,2%).

Pa3paboTanHbIil adrOPUTM MOJEKYISIPHO-TEHETUYECKON JTUATHOCTUKU BPOXKICH-
HOW JUCPYHKIIMHU KOPHI HAJIOYECYHUKOB, OOYCIOBICHHOW aeduiurom 21-
TUAPOKCUIIA3b], MO3BOJISIET ONTUMU3UPOBATh MOUCK AUATHOCTUYECKH 3HAUYUMBIX

MyTaLNH.

NPAKTUYECKHUE PEKOMEHJIALIUHU
IIpu obcneqoBaHuyu AeTel ¢ MEPBUYHONM HEJIOCTATOYHOCTHIO KOPBI HAAIOYEUHH-
KOB UM BTOPUYHBIM THIOKOPTUIM3MOM PEKOMEHAYETCSI MCIOJIb30BAaHUE OPUTH-
HaJIbHBIX aJITOPUTMOB AU PepeHIInaTbHON THAarHOCTHKH.
Omnpenenenue KIMHAYECCKONW GopMbI nedunuta 21-THAPOKCHIa3bl JOIKHO OCHO-
BBIBAaTHCS HE TOJIPKO Ha KIMHUYECKUX JAHHBIX, HO W Ha pe3yJbTaTax MOJCKY-
JSPHO-TEHETHYECKOTo HcciiemoBanms reHa CYP21A42.
B kadecTBe 3aKIIOYHUTENBHOTO ATalla HEOHATAJbHOTO CKPHHMHTA BPOXKICHHOMN
TUC(HYHKIIMU KOPBbl HAATMIOYEYHUKOB PEKOMEHIYETCS MPOBEICHUE MOJEKYJISIPHO-

FeHETUUCCKOM JAUArHOCTUKHU B COOTBCTCTBUHU C p33pa60TaHHBIM AJIr'OPUTMOM.
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