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m Heknaccuyeckasi popma BpoKIeHHOI
rHIEePIIa3Hi KOPbI HAN0YeYHHKOB
SIBJISIETCS] AayTOCOMHO-PeLeCCHBHBIM Ha-
cJIeIcTBeHHBIM 3a0o01eBanneM. HanGoJee
yacToil NpUYHHON 3200/1eBaHUs ABJIsSIeTCS
Jepuuut pepMeHTa 21-ruIpOKCHIIA3BI.
Jl1s fuarHocTuku 3a00/1¢BaHUSI IPUMEHSI-
ercs mpo6a ¢ AKTT, a Takike Mos1eKy/IsipHO-
reHeTHYeCKoe HCCIe]0BaHle MyTalluil B
rere 21-ruapoxcuiasbl. Kiimnnueckas
KAPTHHA Y KeHIIHH XapaKTepu3yeTcs Ha-
JIMYHeM CHMIITOMOB aHAPOreH3aBUCHUMOI
JepMOINaTHH, HapyllIeHHeM PenpoayKTHB-
HOIi PyHKIHH B BH/e Oecnioaus HIH He-
BbIHALIMBAHUS OepeMeHHOCTH. Jleuenue
00JILHBIX HANIPABJIEHO HA YMeHbIIIEHHe
BBIPA’KEHHOCTH CUMIITOMOB aHPOT¢H3aBH-
CHUMOIi JepMONaTHH HJIH BOCCTAHOBJICHHE
penpoayKTUBHON (pyHKIMH.

m Kiiro4eBble ci10Ba: HeKaccU4yecKas
(opma BpOXKICHHOM TUIEPILIA3HH KOPBI
Ha/IIOYETHUKOB; TeH 2 | -THIPOKCHIIa3kI;
myTaryn; npoda ¢ AKTI; 6epeMeHHOCTB;
TTIOKOKOPTHKOCTEPOUIBI; KOMOMHHPOBAHHEIE
OpaJIbHBIE KOHTPALIETITHBEL; IINIPOTEPOHA
areTar.

Bpoxknennas runepmiiaszus kopsl HaanoueuHukos (BI'KH) —
3TO TpylIa ayTOCOMHO-PEIECCHUBHBIX HACIEIACTBEHHBIX O0Ie3-
Hell, OOYCIIOBJICHHBIX T€HETHYEeCKHUMH jedeKramMu (epMEHTOB
crepouporeresa. Pazmuuaror ciepyromue Qopmer BI'KH: He-
JIOCTaTOYHOCTh 2 1-rHIpoKchia3sl  (KJIacCMYecKkass W HeKJac-
cudeckass  (GOpMBbI),  HEIOCTaTOYHOCTh  11b-ruapokcuinassl
(kmaccuyeckass W HeKiaccudeckas (OpPMBI), HEIOCTaTOYHOCTh
3b-ruIpOKCUCTEPOUIHON  ETMAPOreHa3bl,  HEJOCTAaTOYHOCTD
17a-TuapoKcuiia3bl ¢ HEJOCTaTOYHOCTHhIO 17,20-nmma3el uimu Oe3
Hee, HeJJ0CTaTOYHOCTh 20,22 necMonasbl (JTUMOUAHAS THIIepILIa-
3usl KOpbl HaAmodeyHukoB). Hanbonee yacto Bcrpewaercs BI'KH,
00yCIIOBIICHHAS! HEJOCTATOYHOCTBIO (pepMeHTa 2 1-THAPOKCHIIA3EI
(21-T"). B 1956 romy Childs B. u coasr. [25] nokazanu, uto BIKH
BeaencTeue Aedummra 2 1-I" MoxkeT BCTpedaThCsi ¢ OIMHAKOBOM 4a-
CTOTOM y cOCOB 00€rX MOJIOB, IPH 3TOM MX POJUTENN ObUIN 3710-
POBBL. BBIJIO caenaHo 3aKkit0ueHe, YTO 3TO HACIEACTBEHHOE 3a00-
JIeBaHME, KOTOPOE MEPEAAETCS 110 ayTOCOMHO-PELIECCUBHOMY THITY,
T. €. pOAUTENIN 0OJIBHOTO peOCHKA SIBISIOTCS TeTEPO3UTOTHBIMHU HO-
CHUTEJISIMHU, a caM PeOCHOK — TOMO3UTOTOH M0 MyTaHTHOMY TeHY,
KOTODPBIM OTBETCTBEHEH 3a 3T0 3aboieBanue. B To Bpems ugacto-
Ta HOCHUTEJIbCTBA MYTAHTHOTO I'eHa Oblja MmojcuMTaHa kak 1:125
yenoBek, B 1988 rony — kak 1:50.Takum o6pa3om, BEpOSITHOCTD
TOTO, YTO y JIBYX T€TEPO3UTOT OyneT O0IBbHOM peOeHOK (TOMO3HTO-
ta) coctarisier 1:4. B 1977-78 rogax Levine L. S. u Dupont B.
[26, 36] u3yunnu nokyc HLA (hystocompatibility locus antigen) y
OOJIBHBIX, UX 3J0POBBIX CHOCOB U poauTesieil. beuio oObHapykeHo,
gto feduut 21-I" Obut TecHo cBsizan ¢ HLA ramnorumnom. [pyroe
MHTEpEeCcHOE HaOIoeHHe COCTOsI0 B ToM, 4To aeduuur 21-I
MOKET OBITh CBSI3aH HE TOJIKO C HAJIMYHMEM IMPOLYKTOB JKCIpEC-
cun renoB komiuiekca HLA 1 u II knacca, o u Il kiacca (dax-
top Bf, xommiemenT C2, komrement C4A u C4B) [27]. JlanHbIe
WCCIIeIOBaHMsI TOKa3alld, YTO T€H, OTBETCTBEHHBIH 3a AeuuuT
21-I', noxanu3oBaH Ha KOPOTKOM ILiede 6-if XpOMOCOMBI B JIOKyCE
6p21.3 [36, 61]. Cxema sokyca 6p21.3 mpencraBieHa Ha pUCYH-
ke 1. B nanHOM JIOKyce WACHTU(UIMPOBAHBI JIBa TAaHJIEMHO pac-
MOJIOKEHHBIX TeHa — (YHKIMOHAIBHO aKkTUBHBINA reH CYP21A42
u ncesnoren — CYP2IAIP. Ten u NCEBAOTeH pa3ieieHbl MO-
CJIEJIOBAaTENILHOCTHIO HYKJIEOTHI0B, KOAUPYIOLIEH T'eH YeTBEPTOro
koMmmoHeHTa komiuiementa C4B. O6a rena coctost u3 10 SK30HOB,
UMEIOT JUIHHY 3,4 ThICSY Map OCHOBAHUU M OTIMYAIOTCS APYT OT
Jpyra Tonbko no 87 HykiaeotuaaM. llceBroren siBiseTcss HeaKTHB-
HBIM BCJIEICTBHE J€JIEHUU B 3-M 3K30HE, HHCEPLUHU CO CABUIOM
paMKH CUMUTHIBAHUS B 7-M SK30HE M HOHCEHC-MyTalluii — B 8-M
9k30He [47]. Hanuune psiioM ¢ akTUBHBIM T'€HOM TOMOJIOTMYHOM
JHK-nocnenoBarenbHOCTH MOKET MPUBOANUTH K HAPYLIEHUIO CIIa-
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Puc. 1. Cxema nokyca 6p21.3

pHUBaHMs TOMOJIOTHYHBIX XPOMOCOM B Mel03€e U, Kak
CIICICTBUE ATOrO, TUOO K KOHBEPCHH T'€HOB (Tepe-
MeleHne parMeHTa OHOro TeHa Ha JIpyroi), 11uoo
K JIeJIELMH YaCTH CMBICJIOBOTO I'eHa U 00pa30BaHMIO
«XUMEPHBIX» KOHCTPYKIU TeH-1iceBoreH. B HacTo-
siiee BpeMsl U3BECTHBI 127 pa3nuuHbIX HapylLIeHUH
B 9TOM I'eHe, 00yCJIOBIMBAIOIINX Pa3BUTHE HEIOCTa-
toyHocTH 21-I". Oxono 20 % HapylIeHu TpUXOIUTCS
Ha KpyTHBIE JeNelny U O0JIbIINe FTeHHbIe KOHBEPCHUH,
a Ha JIOJII0 TOYEYHBIX MyTallMi B pa3iIM4YHBIX Bapu-
aHTaxX, KOTOpBIE Yallle BCETro SBISIOTCS PE3YJIbTaTOM
TeHHBIX KoHBepcuit — 75 %. Tem He meHee, Haubo-
Jiee 4acTO BCTPEUAIOMIMMUCS CUUTAIOTCS TPUOTU3H-
tenbHO 9—12 myTtanuit. UccnenoBanue rena 21-I" na
9 Hambornee YacTbIX MyTalMid U JENCIHIO TeHa MO-
3BOJISIET BBISIBIIATE 70—85% Bcex OONBHBIX M HOCHUTE-
neit ipu conprepsromeid (CTP) u npocToit BUpUIIb-
Hoit (II®) hopme 3aboneBanus [8]. [Ipu oTrcyTcTBUI
B rere Haubojee pacpoCTPaHECHHBIX MYTALMHA, WIN
ecyu ObUT HaliIeH TOJBKO OAMH MYTAHTHBIN aJuleb,
LesiecooOpa3Ho MPOBEACHUE CEKBEHUPOBAHUS T'eHA
21-T.

AKTHBHOCTH (epmenta 21-I" 3aBuCHUT OT Kaue-
CTBa MYTallUU T€Ha, KOTOPBIN OCYIIECTBISET CUHTE3
(epmenra. Tak kak y Ka10ro HHIUBUIA UMEETCS 2
ayiens resa 21-I,, aktuBHOCTh TeHa 21-I7 sgBiasercs
CYMMOH aKTHBHOCTU ()EPMEHTOB, CHHTE3MPYEMbIX
STUMH aJIeNIIMU. B 3aBHCHMOCTH OT CTENEHU BbI-
PKEHHOCTH HEIOCTAaTOUYHOCTH (pepMEHTa pasiinya-
0T KJIACCHYECKYIO M HeKinacchuueckyto hopmsl (HD)
3aboneBanust. Knaccuueckas ¢opma BI'KH mon-
paszensercsi Ha CONBTEPAIONIYI0 GOpPMYy U MPOCTYIO
BUPHJIbHYIO (DOPMBI, a HEKJIacCHYecKass — Ha MAT-

KyI0 (CTEpPTYI0) U JIaTeHTHYIO (opmbl. BonbmuHCTBO
MyTalUi CBA3aHO C COJITEPSIOLIEH U IIPOCTON BU-
pHIBHOH (POpMaMU M MPUBOIST K CHIKEHUIO (PyHK-
IUOHAIBHON akTHBHOCTH (hepmenta 1o 0-5% [49].
ITpu H® BI'KH npoucxonuT cHUKeHHE aKTUBHOCTH
¢depmenta 10 50-80%. [Tpu CD vame BcTpeyaroTCs
JIeJIeny U KpYyNHbIE TeHHble KOHBepcuu. MyTarus
crutaiicunra B uHTpoHe 2 (i2splice) BcTpeuaercst Kak
npu [1®, tak u npu CO, myranusa Ille-172 — Asn
(I172N) B 4 5K30HE XapakTepHa AJs MalHEeHTOB C
[1® u myrtamuu Val-281 —Leu (V281L) B 7 sx30He
u Pro-30 — Leu (P30L) B 1 3K30HE SBIAIOTCS TH-
nuyHeiMu ipu HO nenoctatounoctu 21-I" [§]. Tak
Kak HeIoCTaToyHoCTh 21-I" sBisieTcss ayTOCOMHO-
peLecCUBHBIM 3a00eBaHreM, (EHOTHN NanueHTa
OyzeT oTpaskaTb MEHee TSDKENYI0 U3 JBYX HMEIOIINX-
cs MyTalui.

Knaccnyeckas ¢popma BrKH

BI'KH B 95% cayuaeB sBIseTCS pe3yIbTaToM
nepunuta dpepmenta 21-I, mox BIUSIHHEM KOTOPOTO
MIPOMCXOANT MpPEBpalleHNe MPOTrecTepoHa B JE30K-
cukoptuxoctepoH u 17-OHII B 11-ne30kcuxopTu3oi.
[Nonnas notepst aKTUBHOCTH TAHHBIM (PEPMEHTOM Be-
JIeT K HEBO3MOXXHOCTH TNPEBPALIEHMSI ITPOrecTepoHa
B JIC30KCUKOPTHKOCTEPOH, YTO IPUBOJUT K JEPHULIUTY
aNbJOCTEPOHa. DTO PUBOAUT K HapyLICHUIO (yHK-
MU TIOYEK M HAPYUIEHUIO BOJHO-IEKTPOIUTHOTO
Oanmanca. B oTcyrcTBUM anbAoCTepOHA TMOYKH HE
CHOCOOHBI yep )KUBATh HATPUH, UTO BEJET K TUIIOHA-
Tpuemuu. HaunHaercs HakomieHHe Kajus, 4To Ipu-
BOJIUT K TMIIOHATPUEMHH, THUIIEPKAINEMUH, allu103Yy,
TUTNOTEH3UH, IIOKY, Kap/INOBACKYJIAPHOMY KOJIATCy
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u cMepTH. JlaHHbIe HapylIeHus XapakTepHsl s CO
BI'KH. Kpowme Toro, nedunur 21-I" Benet k Hapyie-
HUIO CHHTE3a TIIFOKOKOPTHKOCTepou10B. Hapyiienue
npepamienus  17-OHII B 11-ge30kcukopTH301
MPUBOOUT K ACPUUUTY DIIOKOKOPTHKOCTEPOHIOB.
['unokopTUIIM3M MOKET MPOSIBISTHCS YK€ B aHTCHA-
TanbHOM nepuoae. Hu3kas KoHIEeHTpaust KOpTH30I1a
y IUI0AA TMPHUBOIUT K YBEIMUCHHUIO CEKPELMU aape-
HokoptukoTporHoro ropmoHa (AKTI) rumoduzom.
B urore npoucxoauT MOBBIIEHUE CEKPELH TOPMO-
HOB BbIIIE pepMEHTHOTO O10Ka, ocooenno 17-OHII.
Kpome Toro, runepnpoaykuus AKTI' ctumynupyet
pa3BUTHE TUIEPIIA3UHN KOPBI HAIIOUYCUHHKOB.

[Ipu BHYTpUYTPOOHOM Pa3BUTHH Yy IUIOJOB >KEH-
CKOTO I10J1a TIO/1 BIMSIHUEM BBICOKOTO YPOBHS afipeHa-
JIOBBIX aHIPOTE€HOB B KPOBH MIPOUCXOUT HAPYILICHHE
HOpMaJbHON A (epeHIMPOBKY HAPYKHBIX IOJIO-
BBIX OPTaHOB, YTO BelEeT (C 7—8 HEIeNb recTalin) K
Pa3BUTHIO HAPY>KHBIX TEHUTAINHN IO MY>KCKOMY THITY
[48]. CteneHb BUPWIM3ALMU 3aBUCUT OT BBIPAXKCH-
HOCTH (pepMeHTaTUBHOTO AedeKkTa W BapbUpyeT B
LIMPOKUX Tpeaeniax, B CBSI3U C YEM NPH POXKICHUN
moj pebeHKa MOXKET OBITh OMIMOOYHO OMNpeAeieH
Kak MyxXckoil. IIpu 3ToM BHyTpeHHHE MOJIOBBIC Op-
raHbl Pa3BUTHI MPABMIIBHO. DTO MOXKET OBITH CBsI3a-
HO C T€M, YTO y MJIOA0B KEHCKOTO MO0JIa OTCYTCTBYET
(akxTOp perpeccum MIOJUIEPOBBIX IPOTOKOB, TOITOMY
Jla’ke TIpU U30BITKE aHAPOTCHOB MIOJUIEPOBBI ITPOTO-
KM HOpMalibHO Au(ddepeHIupyIoTcsl B MaTky u (ai-
JonueBsl TPYObI. B ciydae oTcyTcTBHS paHHel nua-
raocTuku CO pa3BUBaeTCs OCTpasi HAAMOYCYHUKOBAS
HEIOCTAaTOUYHOCTb, SIBJISIOILASICSI IPUUUHON BBICOKOH
CMEPTHOCTH TaKUX JAETed B paHHMH MOCTHATaJb-
HbIl niepuoa. B nacrosimee Bpemsi 6onee yem B 30
CTpaHax MHpa BHEIpeHa NMporpaMma HeOHAaTaIbHOTO
ckpununra pedunura 21-I" s panHeit JokIMHAYE-
ckoit auarnoctuku BI'KH. OT1o mo3Bonser cBoeBpe-
MEHHO Ha4MHATH JIeYeHHE U MPEeJOTBPALIaTh CepPbe3-
HYI0 yrpo3y JUIsl JKU3HU HOBOpOXAeHHOoro. B Poccun
HEOHaTaJbHbIH CKPUHUHT 21-TUAPOKCUIIA3HOW He-
JIOCTATOYHOCTHU MTOBCEMECTHO BHeApEH ¢ utoHs 2006
roja.

[IpocTast BupmibHas hopma cBI3aHa ¢ YACTUIHOU
HEOCTAaTOUYHOCTHIO 21-I, 4TO IPUBOAUT K TUIEpaH-
JPOTEHEMHUH, HO NPH 3TOM HET CHHIpPOMAa IMOTEpU
conmu. Coxpanenue 1% akruBHOcTH depmenta 21-I°
MPEAOTBpAILACT Pa3BUTHE MPU3HAKOB ITOTEPH COJIH.
CuHTe3 KOpPTU30J1a CHIKEH, HO MPU 3TOM HaOIrona-
eTcsl KoMIeHcanus (pyHKIUU KOpPbl HAATIOYEYHHKOB B
pesynbrare noseimenus: cekpernn AKTL . e. ypo-
BEHb KOPTH30J1a B KPOBU CHHKEH HE3HAYUTEIILHO WIIH
oTpefensieTcs Ha HIDKHEW rpaHune HopMbl. [Ipu o1-
CYTCTBHU CBOEBPEMEHHO IOCTABIEHHOTIO IMarHo3a 1
HAYyaToro JIeYeHHs,, HAYMHAas ¢ 3—5 JIeT, MO/ BIUSTHHEM
M30BITKA aHAPOTCHOB, HAYMHACTCS MPEXkKIECBPEMEH-
HO€ TI0JIOBOE CO3pPEBAaHHE M0 I'eTEPOCEKCYyaTbHOMY

THUITY, TIEPBBIM MPU3HAKOM KOTOPOTO SIBJISIETCA TIpe-
JKaeBpeMeHHoe aapeHapxe. Kak mpasuio, yxe B 2—5
JIET TOSIBISICTCSI IOOKOBOE OBOJIOCEHUE, HECKOJIBKO
Mo3e — MOAMBIIIeuHoe oBojoceHue [4]. Pazpurtus
MOJIOYHBIX JK€JIe€3 HE IPOUCXOIUT, MOSIBIISETCS THPCY-
TU3M, HET MECSYHBIX, IIOJIOBOE OBOJIOCEHHE POpMU-
pYyeTcsi IO MY>KCKOMY THILY, MOSIBIISIFOTCS. TUPCYTH3M,
BYJIbrapHble YI'PH, MYKCKOH THI TEJIOCIOKEHUS.
W3BecTHBI ciiyyal BOCIMTAHUS TaKUX JEBOYEK, KaK
ManbunukoB. KoCTHBIN BO3pacT 3HaYMTENBHO Omepe-
JKaeT NaclopTHBI, U B 15-16 jeTr cooTBeTcTBYET
22-23 rogam, B CBSA3H C YeM OOJILHEIC B HTOTE HMEIOT
HU3KMH pocT. CBOEBpeMeHHast TUarHOCTHKa U PaHo
Hayaroe JieueHHEe TIO3BOJISIIOT HM30€XKaTh TSKEIBIX
OCJI0KHEHUH, BbI3BAHHBIX THIIEPAHIPOr€HEMUEH.

B cBsa3u ¢ HapylieHueM pa3BUTHSA Hapy>KHBIX
MOJIOBBIX OPraHOB Yy JIEBOYCK, OKoJIIO 94% OoJib-
HBIX C Kiaccuueckod ¢opmoit BI'KH mpoBogutcs
KOPPEKIMs Hapy KHBIX IMOJIOBBIX OpraHoB. bonbHbIe
¢ Kiaccuveckoit (opmoii 3a0oneBaHUS HYyXKIa-
I0TCS. B IIOKU3HEHHOM 3aMECTUTEIIbHOM Teparuu
ITIOKOKOPTUKOCTEPOUIHBIMU  NpenapaTamMu. Yaiie
Bcero OompHple CO mody4aroT KOMOMHHPOBaH-
HyI0 Tepamnuio: IIIOKOKOPTHUKOPTHUKOCTEPOUIHbIE
mpernaparbl B COYETAaHHH C MHUHEPAJTOKOPTHKOM/I-
HBbIMM IIpenaparaMu, B To BpeMs kak mnpu IID no-
CTaTOYHO TPUMEHATH 3aMECTHTEIbHYIO TEeparuio
TTIOKOKOPTHUKOPTUKOCTEPOUAAMHU.

H® BI'KH B 90-95% ciy4aeB siBnsieTcs: pe3yiib-
tatoM Aeduimra Gepmenta 21-rugpokcunazsl. HO
BI'KH cBsi3ana ¢ HenonubiM nedexkrom 2 1-I". HactoTa
H® mupoko BapbUpyeT B pa3iu4HbIX 3THHUECKHUX
Tpynnax 1 cocTaBiser cpeau esponeiines 1:1000, a
B TeTeporeHHoi momysmu Hero-Hopka — 1:100
yenoBek [52]. HanbompImas vactoTa 3a00J1€BaHUs OT-
MeuaeTcs cpeau eBpees-amikenasu (1:27). Boicokas
yacToTa 3aperucTpupoBaHa Takxke B Vcnanum
(1:40), 8 FOrocnaBuu — 1 :50 u B Utamuu — 1:300.
Oo61enomnysironHas yacrora koueodnercs ot 0,6 %
mo 9% [62]. Yactota BcTpewaecmoctn H® BI'KH
CpEeIH KEeHIIUH C TUTIEPaHAPOTeHEMHE COCTaBISAET
1-10% [18, 50].

[lepBoe onucanue MyTalyu, cenuGuIeckon s
H® BI'KH — V281L, 6but0 cunenano Speiser P. W.
c coaBT. B 1988 romy y eBpeeB-amkeHasu [59].
ITpumepro 90% OonpHpix HO umeror ogHy wnim
Oosnee mytanuii B rene 21-I, ykazaHHBIX B TaOJu-
ne 1. Hecmorps na to, yro H® BI'KH paccmarpu-
BaeTCs Kak TOMO3MIOTHOE PEleCCHBHOE COCTOSHUE,
B OONBIIMHCTBE CIy4yaeB OJUHAKOBAS MyTallusd He
noBpekaaeT oda amiens rea 21-I7 YV 6onpapix HO
BI'KH moryT BcTpedarbcesl Kak TOYEUHbIE MyTallld B
ree 21-I, koTopble MPUBOASAT K 3aMEHE OJJHON aMu-
HokucioTel: V281L, P453S, P30L, Tak u TsxKenbIe
MyTanuu, Hanpumep nenenus reHa (delA2), ogHako
B 9TOM CIIy4yae OHU BBIABJISIOTCS B T€TEPO3UTOTHOM
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Tabauya 1
MyTanuu, HaudoJiee 4acTo Berpedaomuecs npu HO BI'KH
MyTauuun Pacmonoxenwe B rere 21-I" % axtuBHOCTH 21-I" % BCTpEUaeMOCTH MyTaIlnu
Val281Leu 7 9K30H 50 59
Pro453Ser 10 sx30H 50 23,1
Pro30Leu 1 ax30H 50 10,3
Arg339His 8 3k30H 50 7,6

HOCHTEJIBCTBE WK B KOMIIayHAE ¢ 00Jiee «JIETKHUMU»
ToyeyHbIMH MyTarusamu. OT 1/2 10 2/3 GonbHBIX
HMEIOT Ha OJHOM ajJielie TSDKENyI0 MyTalHio M Ha
apyrom — Jierkyto [43]. HauGonee yacto oOHapyKu-
Baetrcs MmyTtanust V281L B 7 sk30He, KoTOpas BCTpe-
yaercs B 70 % xpomocoM y 00mbHBIX, nMetomux HO
BI'KH [14, 38]. JlanHas MmyTauus OpeicTaBiseT co-
001 IyTUIMKALMIO, KOTOPasi CHU)KAET aKTUBHOCTD DH-
3uma 110 30-60% [61] 1 B rOMO3UTOTHOM COCTOSIHUU
oOycnosnuBaeT jerkyto Gopmy H® BI'KH [7]. IIpu
reTepO3UrOTHOM HOCHUTEIBCTBE aKTMBHOCTH YH3UMa
cocrasisieT 50 %, 4To 1 00yCIIOBIMBAET KpaliHe cTep-
TYI0 KIMHMYECKYI0 KapTHHY 3a0oneBaHus. Takxe
s HO BI'KH xapakTepHbIMU SIBIISIOTCS CIENYIO-
e mytauuu — P30L B 1 sx30ne, V281L B 7 sk30HE
u Pro-453 — Ser (P453S) B 10 3x30He [14].

JAunarHoctuka H® BrkH

Juarnoctuka H® ocHOBBIBaeTCs Ha JaHHBIX
KJIIMHUYECKON KapTHHBI U ONpENEIeHHs YPOBHS aH-
JIPOTEHOB B KpoBH, npoBeneHun mpoosl ¢ AKTI [3,
9, 16, 31, 55]. Azziz R. u coasr. [17] HE pekoMeH-
nytot nposeaenue npodsl ¢ AKTIT xak CkpuHHHT.
JlaHHBIC aBTOPBI CUMTAIOT, YTO Oa3aibHBIN YPOBEHb
17-runpokcunporecrepona (17-OHII) B xpoBH (B35-
THE KPOBH JOJDKHO IMPOBOJUTHCS B PaHHUE yTpPEH-
HUE 4Yachl B QOILTHKYISIPHYIO a3y MEHCTPYaJIbHOTO
LUKJIa) MeHee 6 HMOJIBb/JT CBUACTEIBCTBYET 00 OTCYT-
ctBun H® BI'KH, ecnu ke yposens 17-OHII B xpo-
BU BBIIIE 6 HMOJB/JI, TO 3TO SIBISAETCS MOKa3aHHEM
K npoBenenuto npoosl ¢ AKTI. bazaneHblil ypoBeHb
17-OHII B kpoBu BbILIE 15 HMOIB/JT CBUACTEIBCTBY-
€T 0 HaJU4yuM 3a00JeBaHMs U HE TpeOyeT HpoBeze-
uust npoosl ¢ AKTT [28]. Dewaily L. u coasr. [32]
PEKOMEHAYIOT OTpenessATh 0azaibHblii ypoBeHb 17-
OHII B kpoBH Bcex OONBHBIX C CHMITOMAaMH aHAPO-
TeHU3AMH U Y OOIBHBIX, Y KOTOPBIX ObLIH yKa3aHUs
Ha npexaeBpeMenHoe mybapxe. [lpumensars mpo-
0y ¢ AKTI' nanHBle aBTOpBI PEKOMEHIYIOT TOJIBKO
B TOM ciyd4ae, koraa OasanbHbiii ypoeHb 17-OHII
B KpoBHU Koiebnercs oT 6 mo 12 umons/n. [lo nan-
HbIM Rumsby G. u coaBr. [37], He Bcerna ypoBEHb
17-OHII B kpoBH HIKE 6 HMOJB/JT ITO3BOJISIET CHATh
nurargo3 HO® BI'KH. B nannoM ucciaegoBaHuu ObLIO
MoKa3aHo, 4to 6azanbHele ypoBau 17-OHII B kpoBu
OBbUIM CXOIHBIMH MEKAY KOHTPOJEM, OONUTaTHBIMU
reTepo3urotTamu mo kinaccudeckoir popme BI'KH un

6onpaeiMu HO BI'KH. Ilpu u3ydyenuu cnexrpa My-
tanuii y 6oibpHbIX HD ObUT0 0OHApYKEHO, YTO MYy-
tauust V281L Oputa BeisiBiIeHa Ha 14 u3 30 amreneit
(46 %), HO TOJIBKO y 3 M3 15 OOJIBHBIX B TOMO3HUIOT-
HOM coctostauu. Mytanus P30L Obina Halinena B 3
n3 30 amneneii (10%). He Obu10 BBISIBICHO MyTalui
y 4 6onbHbIX (13%). [Ipn ypoBHE CTUMYIHpOBaH-
Horo 17-OHII 6onee 30 HMONB/N ycTaHABIMBAETCS
H® BI'KH, npu 5T0M y OONBIIMHCTBA OOJIBHBIX €T0
ypoBeHb BbIlIe 45 HMOJB/M. BONbIIMHCTBO aBTOPOB
cuutarot [6, 11, 16, 31, 42, 58], 4T0 MOBBIIIEHUE
ctumynupoBaHHoro ypoBHs 17-OHII B kpoBu BbilIe
30 HMosb/11 yka3biBaeT Ha Hamuune H® BI'KH. B 3a-
PYOEKHBIX paboTax MPUBOISATCS AaHHBIE O TaK HA3bI-
BaeMoii «kopoTkoii» mpode ¢ AKTI, korna BBogUTCS
CHHaKTEeH KOPOTKOTO JAEHCTBUS U OLleHKa YpoBHs 17-
OHII B kpoBm ocymecTBisierca yepe3 1 yac mnocie
B/B BBeneHus 250 MKr npenapara. B Haieli crpaHe
npumensiercsi npoda ¢ AKTI nponoHrupoBaHHOTO
neiictBust (1 MI CHHaKTEH-JIENO0), BBUAY OTCYTCTBUS
npenapara AKTI' koporkoro neictBus. B cBsizu ¢
9TUM BO3HHMKAIOT TPYAHOCTH B MHTEPIpPETAIMH IO-
JTy4eHHBIX pe3yabraroB. B pabore [[3enuc U. I [4]
Juist orieHku 1poobl ¢ AKTI ObuTO MpeniokeHo uc-
MOJIb30BaHHE AUCKPUMUHAHTHON (DYHKIMH C HCTIOb-
30BaHHEM 0a3albHOTO U CTUMYJIMPOBAHHOTO YPOBHS
17-OHP u xopTH3omna B KpOBHU:

=0,052 x [X1] + 0,05 x [X2] — 0,018 x [X3].
Yenosek cunraics Hocurerem HD BI'KH B ciuy-
gae, korga J>0,069. Ha ocHoBaHuu mpoBEIEHHOTO
WCCIIEZIOBAaHUS YYBCTBUTEJILHOCTD BBISIBICHUS TeTe-
PO3UTOTHBIX HOCHUTENEH W3 MOMYJSAIUH COCTaBHIIA
85 %. O1HaKO HOCUTENBCTBO MOATBEPIKIAIH C TIOMO-
upio HLA-TunupoBanusi, 4To HE SABISETCS JOKa3a-
tenbcTBoM Hanmuus BI'KH. [lannas ¢opmyra Obuia
HIMPOKO BHEAPEHA B MPAKTUUECKYIO Pa0OTy, OAHAKO
B JlaJibHeHIIeM BO3HUKIIM COMHEHUS B €€ JMarHOCTH-
YeCcKol IIeHHOCTH. B HacTosiiee BpeMst oHa IpaKTu-
4eCKU He ucnonb3yercs. B pabore Xpamosoii E. B.
[12], ObuT clienan BBIBOJ O TOM, 4TO Hambosee 3¢-
(dextuBHBIM MeTozioM AuarHoctuku H® BI'KH cre-
JyeT CUUTATh MPOBEACHUE CTUMYISIIMOHHOW TPOOBI
¢ cunrernueckuMm anamorom AKTI mpommenHoro
neiictBust. CTuMynaupoBaHHBIN ypoBeHb 17-OHII
oosee 50 amonb/a B 80% ciyyaeB moATBEpKIAETCS
HasnmureM aedekra B rere 21-I" 1 MOXKeT paccMarpu-
BaThCsl B KQUECTBE 3HAYUMOTO KPUTEPHUS AUMArHOCTHU-
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ku 3a0oneBanus. Tak Kak B OOJIBIIMHCTBE CIy4acB
npoBoAAT ucciegoanue rena 21-I" ronbko Ha 10-12
Han0oJIee YacTo BCTPEUAIOLIMXCS MYTALMi, TO y ya-
ctu 6onpHBIX HO BI'KH MoxHO He 00Hapy)HUTh Ha-
nnune mytauui [9]. IloaToMy TOIBKO KOMIUIEKCHAsS
OILIEHKAa TOPMOHAJIBHBIX IOKa3aTeleld U pe3ylbTaToB
MOJIEKYJISIPHO-TEHETUYECKOTO  aHaJIM3a I03BOJISIET
ycranaenuBare Hamune HO BI'KH.

KnunHnyeckas kaptnHa HO® BrKH

H® sBnsiercst nerxoit popmoit BIKH u npenmy-
LIECTBEHHO MPOSIBIISICTCS B MyOEpTaTHOM U MOCTILY-
oepraraom Bozpacte. [Ipu HO® BI'KH npu poxxnennn
HOBOPOX/IEHHBIE KEHCKOTO T0ja MMEIT HOpPMallb-
Hele renutanun. Y 6oneHbix H® BI'KH nocrarou-
HO 4acTo (21,4 %) HaOmonaeTcs MPeXkIEBPEMEHHOE
nyOapxe [32, 42, 64], onepexeHre KOCTHOTO BO3pac-
Ta, YCKOPEHHBII pOCT ¢ MOcCIeqyromen 3aaepKKoi
pocra B Imy0epTaTHOM BO3pPacTe M HU3KOPOCIOCTh Y
B3pocibix [39, 43, 64]. B nmoapocTkoBOM BO3pacTte
MOSIBIISIFOTCS. CUMIITOMBI aHAPOTEHU3ALUH: ByJIbIrap-
Hag cblib [17, 23], mporpeccupyromuid THpCyTU3M C
MTOJPOCTKOBOTO BO3pacTa JI0 B3POCIOTO COCTOSHHS
[51], dponTanbHOEe oOmbicenue [43, 45]. Tsxenas
(dopma yrpeBoii cbiliu (B BHIE KUCT U Y3JI0B), ped-
paxkTepHasi K aHTHOMOTHKAM U PETUHOMIAM, MOXKET
ObITh cBsi3ana ¢ HO BI'KH [15]. B Hacrosiiiee BpeMs
OYEHBb MaJi0 PabOT MOCBSIIECHO OOJBHBIM MYMXKCKOTO
nona ¢ H® BI'KH. Kak npasuiio, y My 4uH crep-
MaToreHe3 He HapyieH [22]. OgHaKko Yy HEKOTOPBIX
MYXUUH HEKJIaccuueckas (hopmMa MOKET MPOSIBIISTh-
Csl HU3KUM POCTOM, OJIUTOCHEPMHUEH U CHHKEHHEM
(deprunbHOCTH [22, 56]. Y KEHIIMH BO3pPACT HACTY-
IJIEHUS MEHApXE HE OTIMYAETCS OT MOMYJIALIMOHHOTO
[54]. [Ipu H® BI'KH moxet ObITh HapyLIeHHE QyHK-
LMW SUYHUKOB B BUJIE aHOBYJIALIUH, IPUBOJAIIEH K
oecrutonuio [4, 44, 52]. [Ipu HO® BI'’KH moxer ObITh
HapylIeHne PEernponyKTUBHOW (PyHKUHH B BHJE He-
BBIHAIIMBaHU OepeMeHHOCTH (110 25 %), 4acToTa KO-
TOPOTO JOCTOBEPHO CHIDKAETCS Moce jieueHus [55],
HEperyasipHbId MEHCTPYaJIbHBIH LUK, MOTYT OBITH
MOJIMKUCTO3HBIE sIMYHUKH [52]. B HacTosmee BpeMs
HeT OOJIBIIUX UCCIIEIOBAHUH, TOCBSIILIEHHBIX YaCTOTE
Berpedaemoctd HO BI'KH cpenu GonbHBIX ¢ ycTa-
HOBJICHHBIM paHee auarHo3om CIIS. 3aGoneBanus
HMMEIOT CXOJHYI0 KIMHHUYECKYI0O KapTHHY M TOpMO-
HajbHbIE MapameTpbl. [lo JaHHBIM OIHUX aBTOPOB
[50], monukucTO3HBIC SIMYHUKU HaOIrOMat0TCS y 40—
50% oonpubix ¢ H® BI'KH. [Ipyrue aBropsr [53]
CUUTAIOT, YTO TMOJIMKUCTO3HBIE SIMYHUKHU y JKEHIIUH
¢ H® BI'KH BcTpevarotrcs He yaiie, 4eM B OOIIeH
nonysiuuu. [puaunoii 6ecrionus npu HO® BI'KH
yale sIBJIAETCS HapyLIeHWE OBYJAIMM, a XpOHHYe-
cKasi TumnepasjporeHemus — BropuuHa [19]. B 1o
K€ BpEMsS COCTOSHHE PENpONyKTHBHON CHCTEMBI y
KCHIIMH C JIATEHTHOW (OpMOi 3aboiieBaHus Mpak-

TUYECKU HE HUCCIEJOBAaHO. JTO MOXXHO OOBSCHHUTH
TeM, 4To 3Ta (opma, KaKk MpaBUIIo, OOHAPYKUBACT-
Csl CllyyailHO TMpH 00CIeTOBaHUM CPEOH 3I0POBBIX
ceMeld, B KOTOPBIX €CTh OJMH PEOCHOK C KllacCHYe-
ckoit ¢popmoit BI'KH. Jlarentnas ¢opma 3abonesa-
Hus BriepBbie onucana B 1980 r. [28]. 3HaunTenbHyto
TpyMIly IPEACTABIAIOT TeTepo3nuroThl. [IpakTnuecku
9TH JIUIA CUUTAIOTCS 3J0POBBIMHU, K OHH OOHAPYKH-
BAIOTCS B CEMbSIX, IJI€ POAUICS PEeOCHOK C KJIaCCH-
yeckoii opmoit BI'KH. Kiunudeckum acrnexkram
reTepO3UroTHOIO HOCUTENNBCTBA BHUMAHHUS MIOYTH HE
yaensiiock. Azziz R. u Owerbach D. [20] npu o6ciie-
JOBaHMH 22 OOJNBHBIX C THPCYTU3MOM WIIM THIIEPaH-
JIpOreHeMue, CONpPOBOXKJIAIOIIEHCS HapylIeHueM
MEHCTPYaJIbHOTO IMKJIA, BBIABWIM moabeM 17-OHII
nociie BBeaenus AKTI Gonee 30 Hmonb/n y 8 u3
HUX. [Ipy 5TOM y IIeCTH M3 STHX BOCBMHU OOJBHBIX
ObuTn 0OHapy>keHbl MyTanuu B rere 21-I. bruto cae-
JIAaHO 3aKJIOYeHHE, YTO OOJBIIMHCTBO THUIIEPAHIIPO-
TeHHBIX JKEHIIMH C Ype3MEepHBIM MOBbIIeHueM 17-
OHII B kpoBu Ha one npodsl ¢ AKTI sBmustroTcst
rerepo3uroramu. [lpu nanpHENIIMX HCCIIETOBAHUSIX
OBLJIO TOKA3aHO, YTO HOCUTENU MyTaluii B rene 21-I"
MMEIOT TOBBIIIEHHBIH PHUCK THUIEPaHIPOreHEMHUH
U 3TOT PUCK KoppenupyeT ¢ reHotunoM. Hocurenu
myTtanuu V2811 umeroT Oosiee BBICOKHI PUCK pas-
BUTHUSl CHUMIITOMOB aHJPOT€HMU3AllU{, YeM HOCHTe-
mu gpyrux mytanuid [39]. B pabore Blanche H. u
coaBT. [33] npu usyyenun Mmytanuii B rere 21-I" y
69 THIepaHAPOreHHBIX >KEHIIUH ObUIO OOHapyKe-
HO, YTO U3MEHEHUs XOTS Obl B OJHOM aJuielie ObLIN
uaeHTudumposansl y 55 u3 Hux. [erepozurotrHoe
HOCUTENIBCTBO MyTalui, XapakTepHbix it HO
BI'KH: V282L u P454S Gbuio oOHapyxkeHo B 68 %
u 7% mOCTpanaBIIUX aJuieJie COOTBETCTBEHHO, B
TO BpeMs KaK MyTaI[H, OTBEYAIOIIUE 32 Pa3BUTHE
Tsokenbix Gopm BI'KH, Obin BeisiBieHsI B 27 % an-
neneit. Witchel S. F. u Lee P. A. [63] nokasaiu, 4to
HopManbHbIi oTBeT 17-OHII Ha BBenenne AKTI ne
uckirouaeT Hanuuue aedunmra 21-I. beuto cuenano
3aKJIIOYEHHE, YTO MOJIEKYIApPHBIH aHaIu3 SBISETCS
0osiee Ha/IEKHBIM METOJIOM OIIPEIEICHUs TeTepO3u-
rot. Escobar-Morreale H. F. u coasr. [60] moka3anu,
uyto orBeT 17-OHII Ha AKTI He saBigercs guarto-
CTHUYECKH 3HAYUMBIM JIs Hocutenen aedexra 21-T.
Hanuuue B reHoTHIIe MyTaHTHBIX ayseneii rena 21-I°
BCET/Ia CONPOBOXKIACTCS TOBPEKICHHEM (QYHKIHN
KOpBI HaJIMOYEYHUKOB, KOTOpas y JKEHIIUH MOXKET
IIPOSIBIISATECSA B BUJE HApPYLIEHUH pPEnpoAyKTHBHOU
¢ynkiun. [1o3TOMy JKEHIIMH — TeTepO3UTOTHBIX
HOCHTEJIe MyTaHTHBIX ayuieneil rena 21-I" ciemgyet
OTHOCHTD K TPYIITIE BHICOKOTO PHUCKa 10 BO3HUKHOBE-
HUIO OCJIOKHEHHUH B CHCTEME PENPOIYKIIMH, 0COOEH-
HO B TIEPUOJ] €€ CTAHOBJICHMS U MPU OEPEeMEHHOCTH
[4]. B ciiydae ecnu KEHIIMHA SIBISICTCS] TETEPO3UTO-
TOM IO «TSHKEIOI» MyTaIiy, IPH TUTAHHPOBAHUH Oe-
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PEMEHHOCTH HEOOXOAUMO MPOBOAMUTH UCCIIEIOBAHHE
reda 21-I" u y cynpyra [31]. Ilpu Hanuuuu myTtauuii
Uy Hero, HeoOX0MMO HPU HACTYIUICHHH OepeMeH-
HOCTH IIPOBOJIUTH MPEHATAIBHYIO JUATHOCTUKY JUIS
uckimodenus kiaccuyeckort popmsl BIKH y mona.

NeyeHue 60nbHbIX HO BrkKH

Jleuenne OompHpix H® BI'KH momxHO mpoBo-
muthest nuddepeHnnpoBaHo, B 3aBUCUMOCTH OT Ka-
7100 GonbHbIX. [Ipu neuennn Oecruionust y My»KUMH
MPUMEHSAIOTCA IIIOKOKOPTUKOCTEPOUAHBIE TIpera-
parel, Ha (pOHE MATOTEHETHUYECKOH Tepamuu y HUX
MIPOUCXOAUT HOpMaJln3alus CliepMaToreHesa 1 Boc-
craHoBnenue peprmibHocTH [22, 56, 57]. Y xKeHIMH
B cly4ae HapyLIeHHs PENPOAYKTHBHOW (QyHKIHMHU B
BHJIC HEBBIHAIIMBAHUA OCpPEMEHHOCTH WJIM OeCIUIo-
JUsL CIIEAYeT IPUMEHATh aTOT€HETUYECKUE METOIbI
JIEYEHUs] — TEPaInio TIIFOKOKOPTUKOCTEPOUIHBIMHU
npenaparamu [42, 52]. [Ipu OTCYTCTBUU BOCCTaHOB-
JIEHWsI OBYJSTOPHOTO MEHCTPYaJIbHOIO ILUKJIAa BO3-
MOXXHO MPOBECHUE WHAYKIMH OBYJSILHH KIOMHU(e-
Ha LUTPaToM Ha (OHE MPOJOJDKAIOIIETOCsS MpueMa
DIIOKOKOpPTUKOCcTepouoB [2]. [IpumeHeHue rirokop-
TUKOKOPTHUKOCTEPOUIOB Ha 3TaIle IUIaHUPOBaHus Oe-
PEMEHHOCTH MPUBOJUT K CHHYKEHHUIO YAaCTOTHI HEBBI-
HammBaHus OepemenHoctd [35, 55]. [lombop 10361
npenapara ocyiectnisercst no ypossato 17-OHII B
KpOBH U TI0 BOCCTaHOBJIEHHIO OBYJISTOPHOTO ITHK-
7a. B oTHOIIEHUM TaKTHKH BEACHUS OEpEMEHHOCTH
y 6onpHbIx H® BI'KH Her enuHOl TOUKM 3peHMsL.
OreuectBeHHbie aBTOpbl [1, 5, 11] cumraror, 4TO
MIPUMEHEHHUE ITFOKOKOPTUKOCTEPOUIOB CIIEAYET MPO-
JOJDKaTh MPU HACTYIJICHUH OEPEMEHHOCTH, OJHAKO
HE JIeKCaMEeTa30HOM, a TEMHU NIIOKOKOPTHUKOCTEPO-
WAHBIMH Tpenaparamu (IIPEAHU30JIOH, METHUIIpeEN),
KOTOpbIE HE MPOHMKAIOT Yepe3 IIalleHTapHbI Oa-
prep. [Ipu 3TOM npreM NIFOKOKOPTUKOCTEPOUIOB pe-
KOMEHJTyeTCsl Ha MPOTSDKEHUH BCEH OEpEeMEHHOCTH.
B 10 ke BpeMsi coriacHO TaHHBIM, IPEACTaBIEHHBIM
3apyOekHbIMU HccnenoBatensmu [34, 55], npume-
HEHHE TITIOKOKOPTHKOCTEPOUIOB BO BpeMsi OepeMeH-
HOCTHM HE CHW)KAeT YacTOTy HEBBIHALLMBAHUS, B TO
BpeMs Kak MPUMEHEHHUE JaHHOH IpyMIIbI Tpenaparos
Ha JTane IUIAHUPOBaHHS OCPEMEHHOCTH MPUBOIUT
K CHIDKEHMIO 4acTOTHl HEBbIHAIIMBaHWA. B paborte
Moran C. u coaBr. [55] ObUIO TPOAHAIM3UPOBAHO
203 oepemennoctu y 101 xenmunsl ¢ HO BI'KH.
o ycranoBienus nauarsosa (mo npode ¢ AKTI)
CaMONPOM3BOJIbHBIC BBIKHIBIIIHN OBUTH OTMEUYCHBI Y
25,4%, B TO BpeMsi Kak y OOJBHBIX C YCTaHOBJICH-
HBIM JIMarHO30M, TOJIyYaBUIMM HaTOT€HETHYECKYIO
TEpamnuio Ha 3Tane TUIAHUPOBaHUsI OEPEeMEHHOCTH,
CaMONPOM3BOJIHBIE  BBIKMABIIIN  HaONIOAATHCh
b y 6,2%. IIpuMeHeHne ntOKOKOPTHKOCTEPOU-
JIOB BO BpeMsl OEpEMEHHOCTH HE YBEIUYHUBAIO MPO-
LEHT MPOJOHTHPOBaHHBIX OepemenHocTedl. Cpean

poAMBIIMXCS JieTel kimaccudeckas ¢opma BI'KH
ObU1a quarHoctupoBaHa y 2,5% u HO — y 14,8 %,
TOrJa Kak OOJIBIIMHCTBO YKEHIIMH WMEIH TOJIBKO
onuH amnens reHa 21-I" ¢ maeHTHQHUUIMpPOBaHHON
mytanuel. [lonyuennsie B 310 paboTe gaHHBIE elle
pa3 yKas3blBalOT Ha HEOOXOAMMOCTH MOJEKYIISPHO-
TCHETHYECKOTO 00CiIe0BaHusl KaKk Mareped, Tak u
otuoB. Jlo HacTosmero Bpemenu B Poccun Bompoc
0 TMPUMEHEHUHU IIIOKOKOPTHUKOCTEPOUIOB pelIaeT-
Csl y)Ke TIPU HACTYyNHBLICH OEpEeMEHHOCTH, MPUYEM
MOKa3aHNEM K Ha3HAYEHHUIO JICUEHMsI SBISAETCS IO-
BbIIIEHHBINH ypoBeHb B KpoBH 17-OHII nmu IDA-C.
B 10 xe Bpemsa B pabore Xpamosoii E. b. [12] Ha
OOJIBIIIOM KIIMHMYECKOM MaTepuaje OblJIo MoKa3aHo,
YTO METOJ AMAarHOCTHKH HEKJIACCHYECKOH (opMbl
HenoctatouHocTH 21-I" Bo Bpemsi OepeMeHHOCTH IO
ypoBHio /IDA-C u 17-OHII B kpoBu, ompenense-
MBIX B PaMKaX CEJIEKTUBHOTO CKpPUHHHTa OepeMeH-
HBIX KCHIIMH, 001aJaeT HU3KOH crenn(uIHOCTHIO.
Onpenenenue koruentpamu AI'DA-C B pedepeHT-
HOM HMHTEpBaJie, pe/ylaraeMoM B HACTOsAIIEEe BpeMs
npousBoauTensiMu  Tect-cuctem (0,2—1,2 MKr/mi),
W MHTEpIIpeTalys pe3yJbraToB 0e3 yueTa CpPOKOB
recTaly U Bo3pacta OepeMEHHOW JKEHILUHBI SIBIIS-
IOTCS TPUYMHOW THIEepAMAarHOCTUKH HEKJIacchye-
cKoll popmMBl HEAOCTATOYHOCTH 2 1-THIPOKCHIA3HI Y
24,8% B 0o0mIei momymsIuu 6epeMEHHBIX U HE000-
CHOBAHHOTO HAa3HAUEHUS CYNPECCHBHOM ITIOKOKOp-
TUKOCTEPOUIHOU TepaIuu.

MenukaMeHTOo3Hast Tepanys THpCcyTH3Ma BKIIOYaeT
B ce0s1 KOMOMHHMPOBAHHbBIE OPaJIbHBIC KOHTPAIICHTHBBI
(KOK) u antnanaporensl. Jlo HacTOAIIETO BpeMeHH
TpenaparaMu MepBoil TMHUM /1151 ICYSHUS THPCYTH3Ma
sesitorcst KOK, B cocTaB KOTOPBIX BXOAMT IeCTareH,
00JIaIaroIHii aHTUAHJIPOTCHHBIM JIeHcTBHEM [9, 42].
IIpu BeIpa)keHHOM TMPCYTU3ME PUMEHSETCS coYeTa-
uue KOK ¢ antrmanaporenom — 10 Mr numpoTrepona
arierata [42]. Bo3MOXXHO NMpHUMEHEHHE CITUPOHOJIAK-
TOHA, OJTHAKO Tperapar He CHWKAET CEKPEeIHIO aH-
JIPOreHOB HaanoueyHnkamu [24]. Tepamnusi IIFOKOKOp-
TUKOCTEPOUIAMH, TI0 TAHHBIM OJHUX aBTOPOB [1, 13,
43, 52] BexeT K yMEHBIIICHUIO TUPCYTH3Ma, B TO BPEMsI
Kak JIpyTrve UCCIieIoBaTel He HallUTH U3MEHEHHS BbI-
paxkenHoctu rupcytusma [10, 29, 42]. B npencras-
JICHHBIX B MOCIIEJHAE TOJIbI 0030pax Jmteparypsl [21,
24, 46], 006001IarOIINX JaHHBIC MUPOBBIX UCCIIEIOBA-
HUH, TIIIOKOKOPTUKOPTUKOCTEPOUIBI JaXKe HE paccMa-
TPHUBAIOTCS KaK METO[I JISUeHHsI TUpcyTu3Ma. B 1o ke
BpeMs 4acTh OTEYECTBEHHBIX aBTOPOB PEKOMEHIYIOT
MIPUMEHEHUE TTIOKOKOPTHKOCTEPOUIOB IS JICUEHHS
THpCyTH3Ma Jlaxke Bo BpeMs 6epemerHoctH [13]. Ilpu
H® BI'KH Her HapylieHHs CEKpelrH KOpPTH30Ja,
MOATOMY 3TH OOJBbHBIC HE HYXKAAIOTCS B MIOCTOSTHHOW
Tepanyy NIIOKOKOPTUKOCTEPOUIAMH, a TaKXkKe 10 1 BO
BpeMs JTI0OBIX ONEpaTHBHBIX BMEIIATEILCTB. bobHbIE
H® BI'KH, He umeronye CHMITOMOB 3a00JICBaHHMS,
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HC HYXXIAKTCA B TCPAIlUU INIFOKOKOPTUKOCTCPOUJaMU
[13, 42].
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DIAGNOSIS AND TREATMENT OF NON-CLASSICAL FORM
OF CONGENITAL ADRENAL HYPERPLASIA (REVIEW)

Aylamazyan E. K., Soboleva E. L., Potin V. V.,
Osinovskaya N. S.

m Summary: Non-classical form of congenital adrenal hyperplasia
is autosomal recessive hereditary disease. The most often cause
of disease is deficiency 21-hydroxylase. ACTH stimulation
tests and molecular genetic analysis are used to diagnostic.
Clinical picture is characterized by the presence of symptoms of
androgenization, reproductive disorders (infertility, miscarriage).
Treatment of patients is aimed of reducing the symptoms of
androgenization or restoration of reproductive function.

m Key words: non-classical form of congenital adrenal
hyperplasia; 21-hydroxylase gene; mutational spectrum; the
ACTH stimulation test; pregnancy; glucocorticoid treatment;
combined oral contraceptives; cyproterone acetate.
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