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B nocnennue pecatuneTrs neMmorpaduueckas cutyauus B Poccum XapakTepusyeTrcs
OTPHULATETHHBIM KO3(DDHUIMEHTOM eCTECTBEHHOTO MPUPOCTA.

[MToMHUMO COIMAIbHBIX TPUYMH CHIXKEHHUA PO’KIAEMOCTH B CTPaHe, OJHOU U3 BaXKHbIX
MEIULIMHCKUX TTPo0sieM sBasercsa mpobsiemMa OecIyionHOro Gpaka, B CTPYKTyPe KOTOPOro Ha
JIOJI0 SHAOKPHUHHBIX 3a001eBaHKH MpuxoauTes ot 28% a0 40% [3, 7, 13, 21]

Cpeny 3HIOKPUHOMATHH Beyllee MECTO MPHHAIEIKUT TUIIEPAHAPOTEHHH, CIIOCOOCT-
BYIOIIEH HAPYLIEHWIO OBYJIALMH, TPUBBITHOMY HEBBIHAIIIMBAHUIO GEPEMEHHOCTH WU Gecriio-
ZIHIO.

YaenbHbl Bec Oecruiofus, oOyCJIOBJEHHOTO THIIEPAHAPOTreHHeH, cocrapsisger Oosiee
20%, a PUCK PEMPOAYKTUBHBIX IMOTEPH B CJTydae HACTYIUIEHUs GepeMeHHOCTH JIocTHTaeT 73% [2].

Hapymiennsi MeHCTpyaysibHOM (DYHKLMH BIUIOTH A0 aMeHOpeHn Ha (pOoHe XPOHHYECKOU
AHOBYJISILIUY TUITUYHBI JJIsI TUTIEPAHIPOTEHUH M COYETAIOTCH C THPCYTU3MOM, MeTabosmue-
CKUMU HaPYIIeHUsIMH, HEBbIHAIIMBAHUEM OepeMeHHOCTH U OecriioueM [5, 7, 14, 15].

PaznnuaroT neHTpaspHYO (rHmoTtasamo-runodusapHyo Gopmy), HAAIOYETUHHKOBYIO,
SUYHUKOBYIO, Tiepudepuueckyr0 (KOHCTHTYLIMOHATbHBIA, 3K30T€HHBIH W WAWOMATHYECKUN
THPCYTH3M) U COUeTaHHbIE (POPMBI rHIIepaHporeHnd. [18, 19]

Bposknennas nuchyHkuus kopbl HaanoueuHnkos (B/IKH) sipnsiercss Hanbosiee yacTon
MPUYMHOW THUIIEPAHZPOTEHWH HAANOUeYHHUKOBOro reHeza. BJIKH ayrocomHO-pelLieccHBHOE
3aboseBaHue, 00yCIOBIEHHOE B 95% ciiydaeB nepuuutom pepMeHTa 21-ruapokcriasbl. B EB-
pomnerickor momyssAauu yacrota BJIKH mocraTouHo BBICOKA M COCTARJAET 1:2,5-10000 HOBO-
poxkneHHbIX (Fitness J., 1999). Ob1enony/AHoHHAs YacToTa Koy1ebaeTes oT 0,3 101 % .

BJAKH xapakTtepusyeTca HApyLIEHUEM CHHTE3a TOPMOHOB KOPBI HAAIIOYEYHUKOB U TH-
MEPIPOAYKIUEN TPOMENKYTOUHBIX META00TUTOB, B OCODEHHOCTH — aH/IPOTEHOB.

[lpu  ymepeHHOM  gedbuuHTe  21-THAPOKCHIA3bl  HApyIIaeTcs CHHTE3a
11-71E30KCUKOPTH30J1a U3 17-TUAPOKCUITPOTECTEPOHA, UYTO MPUBOIUT K JAe(PUIIUTY KOPTHU30IIA,
HeOOXOAUMOTO U1l JKU3HeoOecieueH sl OPraHu3Ma YeJIOBEKa U CTUMYJTUPYET CEKPEIHIo afl-
peHokopTrKOoTpomHOro ropmona (AKTT). UmMeHHO 0cOBGEHHOCTh CHHTE3a 21 — THAPOKCHIA3bI
SABJIAETCA TPUYMHOH (DOPMHUPOBAHUS BPOMKIEHHOW IUCHYHKIUH KOPbI HAIIOYEYHHUKOB
(BAKH). YcuneHHBIH POCT KJIETOK IMyYKOBOM U CETUYATOM 30H KOPbI HAATIOYEUYHHUKOB B YCIIOBH-
sax neUnuTa onpeneeHHbIX (pepMEHTOB MPUBOIUT K MEPEMTPOUBBOICTBY CTEPOUIOB, KOTOPHIE
MPe/IIECTBYIOT OOPa30BAHUI0 KOPTH30J1a JTMO0 00pa3yroTes Ha MyTH, 00xoasmemM 3ab10KHPO-
BaHHBIN 3Tan. B pe3ysprare mpu Mmuorux dopmax B/JIKH ycuinBaetcs cekpenus HaAMOYEUHU-
KOBBIX aH/IPOT€HOB — JIeTHIPO3MUAH/IPOCTEPOHA B aHAPOCTEHANOHA, YTO TPUBOJMUT K MACKY-
suHA3anuu ocobel skeHckoro mosa. [na BJAKH xapaktepHo MHOrootpasue KJIMHUUYECKUX
MPOSBJIEHUH U MeTaboTnyecKux HapylieHui. JJanHbie 0COOEHHOCTH 3aBHCAT OT TOTO, KAKHe
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(dbepMeHTHI U B KAKOW CTEMEHU BBIMAJAIOT U3 CTEPOUIOTEHE3a U COOTBETCTBEHHO, KaKHe KOp-
TUKOCTEPOUIBI TPe0bIaatoT B OpraHnn3mMe 60JIbHBIX.

BrocHHTE3 MOJIOBBIX TOPMOHOB 00€CTIeUHBAETCS AKTUBHOCTHIO 6 (DePMEHTHBIX CUCTEM,
TPHU U3 KOTOPBIX ABJIAIOTCA OOLIUMH [T HAUaIbHBIX ITAMIOB CTEPOUOTeHe3a B HAATIOUEUHU-
KaX U B SUYHUKAX: 21-TUAPOKCUIIA3a, 116eTa-rHApOKCIUIasa, 306eTa-os-IeruIporeHasa,
17a1bda-ruapoKCHUIashbl, 20-22-1eCM0J1a3bl [38].

B 3aBHCHMOCTH OT CTeleHU BbIPAXKEHHOCTH COIbTEPAIOIIETO KOMIIOHEHTA, CPOKOR TIO-
ABJIEHUS AHJIPOTEHU3ALMH BBIAEIAIOT KJIACCUUYECKYIO (COMBTEPAIOIYI0 U MPOCTYIO BUPWUJIb-
HYIO) U HEKJTACCUIECKYIO (TT03AHI010) GopMbI iedruuTa 21-ruAPOKCUIIa3hI [36].

Knaccuueckas ¢opma 21-THAPOKCHIA3HON HEIOCTATOUHOCTU MPHUBOJUT K BBIPAYKEH-
HOW THUTNEPaHAPOreHUH. Poabl JAHHOW MAaTOJIOTHH, OOBIMHO MPOUCXOIAT Ha 40-U Hepene Oe-
PEMEHHOCTH WJIM HECKOJIBKO MO33Ke CO CPeAHEN MM KPYITHOW MAcCoU U IUTMHOM Tesia pebeHkKa.
B oTAenbHBbIX Cyuyasx, MPU HATUYHUU COMYTCTBYHOIIUX HeGJIAarompHATHBIX (DAKTOPOB, TAKHE
JIETH MOTYT POXKIAThCS U TITyDOKOHEIOHOIIIEHHBIMI. HOBOPOMKIEHHBbIE IEBOUKH C JIeDUITUTOM
21-T'Jl UMEeIOT PA3TUYHYIO CTENEeHh BUPUJIN3ALUH HAPYKHbIX TeHUTAIHU, 00YCJIOBJIEHHYIO BbI-
COKUM BHYTPHUYTPOOHBIM YPOBHEM HAATIOYEUHHKOBBIX AHAPOTEHOB, HAUMHAS C 7-U HEIEH
recrauvu [45]. Tlpu pokaeHWH OTMeuaeTcs THNepTpodus KIuTopa ¢ (POpMUPOBAHHEM €ro
TOJIOBKH, CpallleHHe MOIIOHOYHOTO IIBA, (POPMUPOBAHHE YPOTEHUTATIBHOTO CHHYCA M OTCYTCT-
BUE MAJIBIIUPYEMbIX TOHAT [45]. B penkux ciyuasx BHyTpUyTpoOHAsi aHAPOTeHW3aLUs BbIpa-
’KeHa HACTOJIbKO, UTO HAPY’KHbIE TOJIOBble OPraHbl MALHEHTKHU MPAKTUYECKH COOTBETCTBYIOT
MYKCKUM [11, 16, 23, 45]. [1pu y/IbTpa3ByKOBOM HCCIEOBAHMH OPTraHOB MajIOTO Ta3a BH3ya-
JIN3UPYIOTCS BHYTPEHHUE TeHUTATNU (MaTKa, GayiyIonueBbl TPYObl U ASUYHHUKH ).

Hexknacemueckaa BJKH Berpewaerca npu  HEZOCTATOYHOCTH — 21-TUAPOKCHIA3HI
(P450c21), 11-rugpokcuinasbl (P450C11B), 3-TUAPOKCUCTEPOUIHON AeruaporeHasnl (3 - T'C)
[1, 6, 8, 17]u mpencrariseT cOOON «MATKUI» BAPUAHT MPOSBIEHHS 21-THAPOKCUIIA3HOTO Jie-
dbunura [23, 45].Kak u npu conprepsomei dopme, poapl 0OBIYHO TPOUCXOAAT HA 40-U Hene-
Jie WM HEeCKOJIbKO 1o3ke . HOBOpOKIeHHbIe UMEIOT CPEIHIO HJIH KPYITHYIO MacCy U JUTHHY
tes1a. OcobeHHOCThI0 MaHUbeCTALMK 3TOTO BapuaHTa 3ab0JIeBaHUsA SABJIAETCA MOCTHATATbHAS
AHJPOTeHU3ALUs PA3HOU CTENEHW BHIPAYKEHHOCTH 0e3 UeTKOW OUEePUEHHOCTH BO3PACTHOTO
nepuona [16, 23, 37, 45]. Ina aeteit oboero mosa A0mybepTaTHOrO BO3pacTa XapaKTePHO He-
60/IbIIIOe YCKOPEHHE POCTa, OTIEpEKEHUE KOCTHOTO BO3PACTa, MPEKIEBPEMEHHOE aJpeHapxe
(mybapxe) u akHe [45]. B mybepraTHOM U MOCTIyOepTATHOM BO3pacTe aHIPOTEHU3AIMA KITU-
HUYECKH MPOSBJIAETCS TUPCYTU3MOM, HAPyIIEHUAMH (QYHKIWH PETTPOAYKTHBHOW CHCTEMBbI
(CHHAPOMOM MOJTMKHUCTO3HBIX SUYHUKOB, HEPETYIAPHBIM MEHCTPYaJIbHBIM LIMKIOM, OeCIuio-
aueM [23, 37]. MHOTHE malueHThl UMEIOT OeCCUMITTOMHOE TedeHue 3abos1eBanus [45].

Y HEKOTOPBIX KEHIIUH C HEKJIACCHUEeCKOH (hOPMOUN 21-THAPOKCUIIA3HOTO Jeduiura
HAPYLIEHHs] MEHCTPYaJIbHOTO [IUKJIA OTCYTCTBYIOT, OEpEMEHHOCTh HACTYTAET CIIOHTAHHO U 3a-
KaHUYMBAeTCA POXKIAEHWEM 370POBOTO MOTOMCTBA. HOT/IA e IMHCTBEHHBIM ITPOSBJIEHUEM 3a-
6oseBaHUA MOXKeT ObITh HEBbIHAILLIMBAHKE OepPEeEMEHHOCTH, MEPTBOPOKIEHUE WJIH PAHHSA JET-
cKasi CMEPTHOCTb, a TAK:Ke POXKAeHHUe JeTel ¢ Kaaccuueckon ¢popmoit BIKH [1, 6, 10, 17, 22,
25,27,32,44 ].

R. Azziz u coaBT. [24] npu obcyemoBaHun 00Jiee 1000 KEHIIUH ¢ THIIePaHAPOreHruen
BBIABUJIM Y 0,6% MALMEeHTOK KIAaCCUYeCKy1o, y 1,6% - Heknaccuueckyto BAKH.

N30bITOYHASA MPOAYKIHS aHAPOTEHOB COCTABJ/ISAET IJIABHBIM MATOTeHETHYECKHH MeXa-
HU3M Pa3BUTHA BUPWIN3ALUH KEHCKOTO OPTraHU3Ma, MPOABIEHUA KOTOPOTrO 3aBUCHT OT CTe-
MEHU CEKPEeLINU aHIPOTEHOB ¥ BpeMeH! MaHUdecTa MaToJIOTHH.

CreneHb BUPWIM3ALMH 3HAUUTETLHO BAPUPYET U 00YCIOBIEHA KaK WHAWMBUAYATHbHON
YYBCTBUTEJIbHOCTBIO HAPYKHBIX TEHUTATUN K aHIPOTeHAM, TaK U XapaKTepOM MYTaLlUH reHa
CYP 21.

Y uenoBeka OOHApy:KeHbI JBAa TeHA, KOAUPYIOIIME  TOCIeI0OBATETHHOCTh
21-rugpokcuiiasbl — CYP21B u CYP21A. 9Tu reHbl rOMOJIOTHYHBL, HO TPAHCKPUIILMOHHO aKTH-
BeH TOIbKO oZiuH M3 HUX - CYP21B. I'en CYP21A comepsKUT HECKOJIBKO MYyTallid, U3-3a KOTO-
pbIX ero akcnpeccusa Hepo3MoxkHa. CYP21B u CYP21A pacnosnararwTtea psaoM ¢ AByMA FreHaMu
yeTBepTOro KomroHeHTa komiieMeHTa (C4A , C4B ). Y Go/lbHBIX C HEIOCTATOUHOCTHIO 21-
TUAPOKCHIIA3bl HAUIEHbI 3aMeHbI, JleJIelInd U ToueuHble MyTtaund B reHe CYP21B. TIpumepHo
y 70-75% 60abHBIX ¢ raruiotunamu HLA BhICOKOTO prcka 0OHAPYKHUBAETCS HOPMAJIbHBIN T'eH
CYP21B. Io-BumumMomy, y Takux 60TPHBIX CYIIECTBYIOT ToueuHble MyTanuu rena CYP21B, koro-
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pble HEBO3MOKHO OOHAPYXKHUTh MPOCThIMU Metomamu rubpunuzanvu JIHK. Kionupopanue u
pacundpoBKa HyKJIEOTHAHBIX MOCIIEIOBATETLHOCTEN PsAfia MyTaHTHBIX reHOB CYP21B mokaza-
JIA, 9TO HYKJIEOTUHBIe nocsienoparesbHocTH CYP21B, comeprkaipe TouedHble MyTaLuH, UAEeH-
TUYHBI COZIEPKAIUM TaKUe YKe MyTalluu rociaenoBaTesibHOCTAM reHa CYP21A. [Mo-euaumomy
HEIOCTATOYHOCTh 21-THIPOKCUIA3bl MOKET OBbITh 00YC/IOB/IEHA HE TOYEUHBIMH MYyTAl[UsIMU TeHa
CYP21B, a vactnuHOW WM TTOJTHOM KOHBepcuel reHa CYP21B (3amelieHreM OTAeMbHBIX y9acT-
koB wiH Bcero rena CYP21B snementamu rena CYP21A). MetomaMu MOJIEKY/SIPHOU TeHETHKH
(ITLP c mocneaytoiiel rHOpuaM3aped co crenu@UuIecKUMH OJIMTOHYKJIEOTHIAMK) ObUTH
uAeHTUDUIMPOBAHBI TOUeUHbIe MyTarwu reHa CYP21B y usieHoB 6osiee uem 100 cemeii ¢ BJKH,
00yC/IOBJIEHHOH HENOCTATOYHOCTHIO 21-TUAPOKCUIIA3bl. Takke ObUTH BBIACHEHBI (DYHKIHO-
HasbHbBIE 3 EKTH ITUX MyTalui. Myraius, oOHapy»keHHas y 60JIbHBIX ¢ TPOCTOM (KJtaccuyue-
CKOW) BUPWIM3UPYIOIIEH (DOPMOUN HETOCTATOUHOCTH 21-TUAPOKCHIIIA3BI, 00YC/IOBUBAET CHHTE3
dbepmeHTa, aKTUBHOCTDh KOTOPOTO COCTABJ/ISIET MeHee 2% HOPMATbHON aKTUBHOCTH. 3aMeHa OfI-
HOW aMHHOKUCJIOTHI, HMERIIAsAcs Y OOJIbHBIX C HEKJTaCCHUecKor (pOpMOU HETOCTATOUHOCTH 21-
THIPOKCHIA3bI, 0OYC/IOBIUBAET CHIPKEHNE aKTHBHOCTU (epMeHTa Ha 50-80%. Y ogHOU manu-
€HTKU C COJbTEpsAIoNIed (pOpMON HETOCTATOUHOCTH 21-THAPOKCUIA3bl ObUta OOHApyKeHa BhI-
pa’KeHHasi MyTall¥isi, a aKTHBHOCTh (hepPMeHTa OTCYTCTBOBAIA.

I'en 21-ruapokcuasbl CYP21B sokanuzoran Ha 6-i XpoMOCOMeE — TaM JKe, I7ie pacro-
soskeHbl TeHbl HLA. OGHapy»keHa B3aUMOCBA3b OMpeiesieHHbIX ayienedl HLA ¢ onpenenen-
Hbivu popmamvu BJIKH. Hanpumep, conprepsitomias ¢popma BAKH, obyciornennas aedek-
tom CYP21B, uaie Bcrpeuaercs y Hocutesied HLA-Bw47 . Takum o6pa3oM, aHaIM3 T€eHOTHIIA
HLA nozponsier paccuntarh puck pazsutusa BJIKH y uneHOB cemel, B KOTOPBIX MPOABIIAETCA
aTo 3aboseBanue. Eciii POACTBEHHUK MOJHOCTHIO WIEHTHYEH 60sbHOMY 1O asutenaMm HLA, y
HETO TAKyKe I0JKEH TPOSABIATHCA AeDeKT 21-TUAPOKCHIa3bl. EC/TM POACTBEHHUK TalION/IeH-
THYeH 0osbHOMY 10 asuiesisim HLA (T. e. HeceT TOJIBKO OZIUH T€H, ONPENEIAIONINN Pa3BUTHE
B/IKH), T0o OH sABJsAeTCA reTepo3uroTHbIM HocutesieM aedekta (BJIKH He pa3sBuBaercsa wWiu
MpoTeKaeT B crepTor popme). POACTBEHHHK, He UMEIOIIHH OJIMHAKOBBIX alyiesied ¢ O0bHBIM,
ABJIAETCA, OYEBHUIHO, 370POBBIM TOMO3HWIOTHBIM HOCHUTEJIEM HOPMalibHbIX reHoB CYP21.
IIpenckazanma pucka u creneHu Tsxectn BJAKH no renornny HLA noaTBep:kaarTcs ropMo-
HAJTBHBIMU HCCJIEOBAHUSAMU. Hampumep, y reTepO3UTOTHBIX HOCHUTEIeH ne(eKTHOro reHa
CYP21B ypoBeHb 17-rugpokcunporecrepona nocie crumyaaunu AKTT BozpacraeT npumMepHO
710 1000 HI'%, TOTAA KakK Cpelld HaceJeHUus WM y POACTBEHHHUKOB, TOMO3UTOTHBIX MO HOP-
manbHOMY reHy CYP21B, on Bo3pacTaer Bcero 10 250 HI'%.

[TporpammMa HEOHATAJIBHOTO CKPUHUHTA AeUITUTA 21-THAPOKCUIA3HI, KAK OTHOTO U3
HaunboJiee YaCThIX HACJIEZICTBEHHBIX 3a001eBaHMH, pa3paboTaHa u BHeApeHa Oosiee ueM B 30
CTPaHax MHUPa C LeJIbI0 pAaHHEH JOKIMHUYECKOU JUATHOCTUKH COCTOAHUA, COTTPOBOKIAOIIIe-
rocs TAMKEJIBIMU MeTabOJMYeCKUMH HAPYIIEHUSMH, CO3JAIIIUMHU B OTCYTCTBHE CBOEBpE-
MEHHOU MaTOTeHeTUYEeCKOU Tepanuu Cephe3Hy Yrpo3y *KU3HH HOBOPOXKAEHHOTO [5, 9, 20,
26, 30, 35, 39, 41, 42, 43]. B Poccun HeoHaTambHBIM CKPUHHUHT 21-THAPOKCUIIA3HOU HEZIOCTa-
TOYHOCTH MOBCEMECTHO BHEZIPEH C HI0HA 2006 roga. B mociienHee gecaTrieTrie 3HAUUTETbHO
BO3POC MHTEPeC K HeksaccuueckuM dpopmam BJIKH BBHay 3HauMTEeIbHO 00Jiee BHICOKOW X
pacrpoCTpaHEHHOCTH B MOMyasasunu (0T 0,1% 10 3,3%) U HeraTUBHOTO BIAWUAHUA HA Pemnpo-
IYKTUBHYIO (DYHKIHIO KEHCKOTO OpraHusMma [5, 9,26, 30, 35, 39, 41, 42]. Ba>kHbIM 3B€HOM B
peteHuu mpobsemMbl HapylieHUsA (GePTHILHOCTH U 00eCIieueHHH ONTUMATBbHOTO TEPATIEBTH-
YeCKOro IMoAX0/a K JIeYeHUI0 ABJIAETCA OnpezeeHne JOCTOBEPHBIX IUATHOCTUYECKUX KPH-
tTepueB Heknaccuueckux ¢opm BJAKH u nx nuddepeHumanpbHas quarHocTUKa ¢ APYTUMU
BUJIAMH THNepaHaporennn./lo Havyasa 9O0-X TOAOB IUATHOCTHKA HeKJIacCHuecKux Ghopm
21MHMIPOKCUIIA3HOTO JedUIUTa OCHOBBIBAJIACh HA KpallHe BapuabeJbHBIX KIWHUYECKHUX
MPOSIBJIEHUSAX U OMOXMMHUYECKUX HCCIETOBAHUAX AKTUBHOCTH (DEPMEHTHOU CHCTEMBI CTe-
pouporeHesa. CoBeplIeHCTBOBAHNE METOJOB MOJIEKY/IAPHO-TeHETHUEeCKOTO aHAIN3a PaCIIN-
PAIOT BO3MOKHOCTU Bepudukauuu crepThix Gopm 3abosieBaHUs, MO3BOJISAIOT MPOBOIUTH
MPEHATATIbHYI0 JUATHOCTHKY AedHIUTa 21-THAPOKCHIA3bl, TPOTHO3UPOBATH TeueHue 3a00-
sneBaHuA. Ha ceromHAMHWE JeHb OMMUCAHO OKOI0 60 MyTanuii B reHe CYP21, koaupyol;em
dbepMeHT 21-THAPOKCHIIA3Y, 12 Hanbosee YacThix MyTaliid B EBpoOneicKol Mmomyasanyu om-
penenenbl cpemu Poccuiickoro HaceseHus [4, 28, 29, 31, 33, 34,40 ]. OnHako cBeneHUSA O
Haubosiee xapakTepHbIXx MyTanusax rena CYP21 npu Hekaccuueckux dpopmax BJJKH, Hamu-
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YUK TeHOTHN-(EHOTHITUYECKOH KOoppeasuuu B POCCHICKOW TMOMyJISIUUH MPEACTABIEHbI B
eIMHUYHBIX MyOIUKALUAX.

JlnarHo3 HeIOCTATOYHOCTH 21-THAPOKCHJIA3bl YCTAHABJHMBAIKT, eciiu OasajbHble U
crumynupoBaHble AKTT ypoOBHU 17-THAPOKCUIPOTECTEPOHA W HAAMOUYEUHHUKOBBIX aHAPO-
reHoB (0CODEHHO aHAPOCTEH/IMOHA ) B CHIBOPOTKE MOBBIIIEHBI U CHUKAIOTCA HA (OHe Jieve-
HUSA [TIOKOKOPTUKOWAAMM.

BriparkeHHas cosbpTepstomasn (popMa HeAOCTaTOYHOCTH 21-TUAPOKCUIA3hI CBA3aHA C
TPeMs MYTaLUSMH, KOTOPbIE TIOJIHOCThIO OJIOKMPYIOT CUHTE3 HOPMaJIbHOTO Oeska [12,16]. K
HUM OTHOCATCA Aesleliusd FeHa 21-TUAPOKCUIIA3bl-B MM 3amMeHa 4yacTH aKTUBHOTO reHa Ha
1CceBIOTeH, 0Opa3oBaHKE CTOI-KOI0OHA B 3K30He 8 (iyramMuH 318 — cTOMm-KOM0H) [12] | fAe-
Jieldsl BOCbMU Map HYKJIEOTUAOB B 3K30He 3. [locsienHue nBe MyTaluu COCTABAIOT 4—7 U 3—
10% Bcelt MmosekyaspHou matosoruu BJIKH cooTBercTBenHO [12].

Hawubosee yacTo BCcTpeuaeTcs HeAeelMOHHAA MyTalusa BO 2-M UHTPOHe (26% Bcex
MyTalMi), KOTOpPas BbI3bIBAET 3HAUYMUTEIbHOE CHUKEHHE AaKTHBHOCTH ¢GepMeHTa 21-
ruApokcunasbl [12]. OHa BBIABIAETCH KaK MPH TAMKEJIOW CObTEPAIOIIEH, TAK U MPU MTPOCTOU
BupuibHOU popme BJIKH.

VY 60BHBIX € cobTepsIoNIel (popmoit 3ab60eBaHNS YCTAHOBIEHBI KJIACTEP MyTaL[UU C
szameHou Ile—Val-Glu—Met (235 —238) Ha Asn—Glu—Glu—Lys [12] u oguHOYHAas ToYedHAas
3aMeHa apruHuHa (356) Ha Tpuntodan [16]. UacTo perucTpupyroTcs HECKOIbKO MyTallui B
OZTHOU xXpomocome [12].

Henpamasa auarnoctuka BJIKH Bo3MOkHA ¢ MOMOIIBIO TUOUPOBAHUA TECHO CLEM-
snennbix ¢ reHoM CYP 21 B anstenneit HLA A u HLA B reHog, a Takke aneneid rena HLA DQA 1.
IMpsmas JHK guarHoctrika AT'C ocHoBaHa Ha amMIIM(UKAKIUK ¢ oMoltpio TTLP otaesns-
HbIX pparmeHToB reHOB CYP 21 B 1 CYP 21 A , ux pectpukiuuu sunonykiaeazamu Haelll wiun
Rsal 1 anasnm3e nomyueHHbIX (parMeHTOR mocJie asaektpodopesa ( Evgrafov et al ., 1995).

BrisiBJIeHHEe KOHKPETHBIX MyTal[ii reHa TOMOTaeT MOATBEPAUTh AUarHo3 u audde-
penuuposath ¢popmy BJIKH, pemwnth Borpoc 0 HEOOXOAUMOCTH Havasia Tepamnui [11, 36, 45].

B ciyuae HactynsieHusi GepeMEeHHOCTH Y SKeHIIWH C TUIePAaHIPOTeHUeH JII000ro reHe-
3a CyIIECTBEHHO YBEJIUUYNBAETCA PUCK HAPYIIEHUA UMIIAHTALMU TJIOIHOTO ANLA, HAapyLe-
HUS KPOBOOOpAIIIEHHS B MaTKe, CKJIePO3UPOBAHUS COCYZIOB MUOMETPHUS M XOPUOHA, pa3pbIBa
COCyZIOB, 00Pa30BaHUS PETPOXOPHATHHBIX TEMATOM, OTCIOMKH XOPHUOHA, PA3BUTHS UCTMHKO-
LEPBUKAJIbHON HEJIOCTATOUHOCTH, KPOME TOTO, CO3JAIOTCS MPEATIOCHUTKH /ISl BHYTPHYTPOO-
HOW BUPHUJIN3ALUH TIJIOAA KEHCKOTO 1mosa. C APyroi CTOPOHbI reCTALlMOHHBIN MTePUO, MOXKET
SIBUTHCS MTPOBOLIUPYIOIIUM CTPECCOPHBIM (PAKTOPOM, CIIOCOOCTBYIOLIUM MTPOSBIEHUIO CKPbI-
TOW HEMOJHOLEHHOCTH (PEPMEHTHBIX CHCTEM CTEPOUJIOTEHE3a, B Pe3y/bTaTe Yero MOMKEeT
pasBHUThCA Hekaaccuueckas popma BJIKH. B cBsA3M ¢ 3THM, HEPeAKO BO3HUKAET HEOOXOIH-
MOCTb 00cieoBaHNs OepeMEHHBIX JKeHIIWH Ha HAJTMUKe TUTIEPAHIPOTEHUH C LETbI0 TIOCe-
IYIOIIEH KOPPEKIIUH UMEIOIIUXCA TOPMOHATBHBIX U META00THYECKUX HAPYIIeHUH U mpodu-
JIAKTUKW HAPYIIEHUH CO CTOPOHBI IUIOAA.

B mepuon 6GepeMeHHOCTH »KEHIIUHBI KaK C KJIACCUYECKOH, TaK U C HEKJIACCHUECKOU
dbopmoit BAKH momKHBI TOJTydaTh TOJIBKO MpernapaThl TTIIOKOKOPTUKOWU/IOB, HE MMPOHUKA0-
[IUX Yepe3 TJIaleHTapHbIA 6aphep (TUIPOKOPTU30H, MPEIHU30I0H). HazHaueHus gexcame-
TazoHa ciemyet nsberatb. OH MPOHUKAET Uepes MJIALEHTY ¥ MPUMEHSETCS TOJbKO AJIs mpe-
HaTaJIbHOU TepanuH MOPAYKEHHOTO TJI0/1a. AEKBATHOCTh J03bI TJTIOKOPTUKOUAOR CJlefyeT
KOHTPOJIMPOBATH MO YPOBHIO TECTOCTEPOHA Y MaTePHU, KOTOPBIN TOJIKEH OCTAaBAThCA B Mpeje-
Jlax BepXHel TPaHHULbl HOPMHbI /11 OepeMeHHbIX »KeHIIuH [8, 17,32]. Bo Bpemsa GepeMeHHO-
CTH TJIFOKOKOPTUKOCTEPOUIbI MOKA3aHbl NMPH BUPUINU3UPYIOIIEH U COMbTEPAMIIEH KIaCCH-
yeckou popme BJAKH u a1 mpodunakTiku BUPWIM3ALUN Y TJIOJIOB OT T€TEPO3UTOTHHIX
Marepeu ¢ Hekytaccuueckou GopMon nuchyHKIuu.
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THE ROLE OF 21-HYDROXYLASE DEFICIENCY IN THE GENESIS
OF CONGENITAL ADRENAL HYPERPLASIA

The article presents data on the role of the 21-hydroxylase de-
ficiency in the genesis of congenital adrenal hyperplasia. Congenital
adrenal hyperplasia (CAH) is one of the most common cause of

M.M.AMIRRSLANOVA hypera‘lndro‘genism‘of aclrenal origin. CAH is a common autosqmal—

recessive disorder in 95% of cases due to 21-hydroxylase deficiency
N.F. MAMEDOVA (210HD). Investigation of the concentration of dehydroepiandroste-
EA.SOSNOVA rone sulfate and 17-hydroxyprogesterone, defined in the selective

screening of pregnant women on non-classical form of 21-
LM. Sechenov hydroxylase deficiency has low efficiency and leads to hyperdiagno-
First Moscow State sis of this disease during pregnancy. To verify the diagnosis during
Medical University pregnancy is appropriated to apply the method of molecular-genetic

analysis with detection of mutations in the gene CYP21.
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