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55 001bHBIX ¢ CHMITOMAMH
anaporeHusanuu. Ilokazana Bbicokast
JUATHOCTHYECKAS EHHOCTh MPO0bI

¢ AKTT B nmarnocruke
HeKJIacCH4ecKoii (popMbl BPOKICHHOI
TUNEPIIA3HU KOPbI HA/INI0YEYHHKOB
(BI'KH). IIpu ucciienoBaHuu cnekTpa
MyTauuii B reme 21-ruipoKcuiiazbl
BBISIBJICHO HAJINYHe XHMEPHBIX T¢HOB
0oJiee 4YeM Yy IOJI0BHHBI 00/IBHBIX

¢ «UAMONATHYECKOI»
aHJIporeHU3aNuel, 4YTO yKa3bIBaeT

HA HAJINYHE Y HUX JIATEHTHOMH

¢opmbr BI'KH.

m KiroueBble c10Ba: aHaporeHu3anus;
HekJlaccudeckast hopMa BpOXKICHHOM
TUIIEPIUIa3UU KOPbl HATIOUCUHUKOB
(BT'KH); npo6a ¢ AKTT;

reH 21-ruJjpoKcuiasbl; CIEKTp MyTalui

OnHa 13 MPUYMH TOPMOHAIBHOTO OECIIONHS Y KEHIIMH 3aKJII0YaeT-
sl B HAJIMYMH y HUX HEKJIACCUYECKON (POPMBI BPOKIECHHON THUIIEPILIa3UH
kopbl HagnoueynnkoB (H® BI'KH), xoropas B 90-95 % ciryyaeB siBist-
ercst pesynsratoM aepuumura gepmenta 21-rugpokcunassl (21-IN) (-
Toxpom P-450c21), karaiu3upyroliero mnpeBpalieHie MporecTepoHa B
JIE30KCUKOPTHKOCTEPOH M 17-ruzpokcunporectepona B 11-1e30Kkcukop-
tison. Pasmuyator 2 dopmel BI'KH: kiaccuueckyto (COnbTepsoLIyto u
MPOCTYIO BUPWIBHYIO) U HEKIACCHUYECKYIO (JIETKYIO U JIaTeHTHYI0). Yac-
tota H® BI'KH mmpoko BappHpyeT B pa3iIn4HbIX STHUYECKUX TPYyMIax U
cocTasiseT cpequ eponennes 1:1000, a y eBpee-amkeHasu 1:27 yeno-
Bek. OOmenomysironHas yactora kojieomnercs ot 0,3 % g0 1 % [12]. HO
sieisieTcs Jierkoid popmoit BI'KH u ipenmMy1iiecTBEHHO MTPOSIBISETCS B ITy-
OeprarHoM win nocriybeprariom Bozpacte. HO BI'KH xapaxrepusyercs
MOSIBJICHUEM CHMIITOMOB aH/IPOT€HHU3alMK B ITyOepTaTHbIN IIeprol, Hapy-
LICHUSIMA MEHCTPYaJIbHOTO LIMKJIA, OECIUIOANEM WM HEBBIHALIMBAHUEM
OepemenHocTu. MHorma 3abosneBanue JeOIOTHPYET MPEKAEBPEMEHHBIM
mybapxe. Kinanueckast kapTuHa 3a00J1€BaHus OYeHb IIOX0Ka Ha CHHIIPOM
noaukucTo3HbIX simyHuKoB (CIIS), mostomy Tounas auarnocruka HO
BI'KH BbI3bIBaCT OmpeAeiaeHHbIe TPYAHOCTH. [Jis MOCTaHOBKU AUArHo3a
OIIPENIEIISIOT YPOBEHb aHJIPOTEHOB B KPOBH, mpoBomutcs rmpoda ¢ AKTT
[2], orieHMBaeTCst 3XorpadhuuecKkast KapTHHA SUYHUKOB.

Heduur depmenta 21-ruapokcunasbl, npuBomsmmil k BI'KH, Bos-
HHUKAeT B pe3ylibTaTe Pa3IMuHbIX MYyTalMOHHBIX MOBPEXKICHUH B TCHE
CYP21A2, xomupyromero nanHelidi (epmeHt. len 21-ruapoxcuiasbl
(CYP21A2) xapTupoBaH Ha KOPOTKOM ILIede XpoMocoMbl 6 (6p21.3) [11].
B nanHOM NI0Kyce MIEHTH(HULIMPOBAHBI J1Ba TAHIEMHO PacHOIOKEHHBIX
reHa — (yHKIHoHaNBbHO akTuBHBIA reH CYP21A2 u mnceBmoreH —
CYP21A1P, HeakTuBHBII BCIAEACTBUE ACTCLUU B 3-M K30HE, HHCEPLIUU
CO CIJBUI'OM paMKH CUMTBIBAHHUS B 7-M 9K30HE U HOHCEHC-MyTalluil — B
8-M 3K30HE [6, 7]. O0a rena cocrost u3 10 5k30HOB, UMEKOT UIMHY 3—4
TBICSIYU [Tap OCHOBAHUI M OTIIMYAIOTCS TOJIBKO M0 87 HYKJIEOTHIaM.

Hanuuue psigom ¢ xogupytoumm renom romonorunynoit JJHK-nmoc-
JIeIOBAaTEeIbHOCTH IICEBIOTEHA 3a4acTyl0 BeJeT K HapyIICHHWsSM CIa-
pPHUBaHUS XPOMOCOM B MeHO03€ M, KaK CIEICTBHE TOr0, K KOHBEPCHU
(mepemerieHnI0 GpparMeHTa akTUBHOIO I'eHa Ha IICEBIOTeH), I K Jie-
JICLIMU YaCTH CMBICIOBOTO T'eHa M 00pa30BaHUI0 XMMEPHBIX KOHCTPYK-
uui reH-tniceBnored [8]. B o0oux ciydasx (GyHKIHMS aKTHBHOTO T'€Ha
Hapymaercs. Ha qomnro kpynHeIx genenuil npuxonutcs okoio 20 % my-
TalMii, Ha JI0J0 TOYEYHBIX MYTaLUi, KOTOPbIE Yallle BCErO SBISIOTCS
pe3ynbTaToM reHHbIX KoHBepcuit, — 75 % [1, 6, 7].

B cBs3u ¢ nmpoonemamu auarsoctukun H® BI'KH nepcniekTuBHBIM
MIPEJCTABIISICTCS UACHTUDUKAIMS MyTaluii B reHe 21-1" y OoibHBIX ¢
nono3penueM Ha HO BI'KH.

MaTtepuanbl U MeToabl NCCNIef0BaHUS

B uccrnenyemyro rpynmny BOLIIM 55 )KEHIIUH PETPOAYKTUBHOIO BO3-
pacTa ¢ pa3NIUYHBIMU CHUMIITOMaMH aHJPOTEHU3aIuH (THPCYTU3M, Ce-
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Oopesi, yrpeBas cbilib). Bcem OonbHBIM Ha 5-8 neHb
MEHCTPYaJBbHOTO LUK ONPEAEIIIN COJIepKaHie B
kpoBu OCI, JII, cBoO0HOTO TecTOCTepOHa, JIETH/I-
posnmanapocrepona cynsdara (JAIA-C), npooau-
mu nmpody ¢ AKTI, ynerpasBykoBoe HccieqoBaHHE
(¥Y3MH) opranos manoro taza. Ha 21-23 nenp menc-
TPYasabHOI'O IIMKJIA OTIPENIEISIIN YPOBEHB ITPOJIAKTHHA
u nporectepona B kposH. [Ipody ¢ AKTI" (cunakren-
neno, Novartis Pharma, HlIBeiinapus) nposoxuin
BCeM OONBbHBIM Ha 5—8 JIeHb MEHCTPYaIbHOTO LIUKJIA.
B 9 vacoB yTpa npoBoauiN B3ATHE KPOBU U3 BEHBI
JUI OTpesiesieHns ypoBHs 17-ruapokcunporecrepo-
Ha (17-OHP), nocne 4ero BHyTPUMBIILICYHO BBOAMIN
2 Mr cuHakTeH-zieno. [loBropHOe B3siTHE KPOBH MPO-
BOMIIM uepe3 9 yacoB. KoHTpoabHYO rpyniy cocra-
BUIM 10 310pOBBIX JKEHIIHMH C PEryJspHBIM OBYJISA-
TOPHBIM MEHCTPYaJbHBIM IIMKJIOM 0€3 CHUMIITOMOB
aHJIPOTEHM3AlMU, KOTOPBIM Obla MpoBeaeHa mpoda
¢ AKTT. YpoBeHb ropMOHOB B KPOBH ONpEAEIISIN
UMMYHO(EPMEHTHBIM METOOM C MCIOJIb30BaHUEM
peareHTOB QupMbI «Ankop-bruoy. Ouenky creme-
HHU TUpCyTH3Ma MPOBOAMIIN N0 mKase Peppumana-
lannsesi. ['upcyTHoe yncio 6onee 12 6amioB yka-
3BIBAJIO HA Halinyue y OoyibHOU rupcyTusma. Y3U
npoBoawin Ha anmapare Medison SA-8000 EX ¢
HCIOJIb30BAHNEM BarMHAJIBHOTO 1aTYHKA C IEPEMEH-
HOU yacToToi 4-9 MI'1 1 aOIOMHHAIBLHOTO JaTYHKA
¢ yactorou 3—7 MI'1.

Jis unenTudukanuu myrtanuii B reae 21-I7 uc-
MOJIb30BAJIM  METOJ IMOJMMEPA3HOM LEeNmHOW peax-
MU C TOCIEeNyIOIUM NPUMEHEHHEM aHalu3a Io-
muMopdu3Ma JUIMH PECTPUKIMOHHBIX (pparMeHToB

(IMAP®D). Jlenerust rena CYP21A2 (delB), a Takxe
HaJU4YUE «XUMEPHBIX» TE€HHBIX KOHCTPYKLUHU 1-r0
(5’xOHeI] COOTBETCTBYET IICEBIOTEHY, 3 KOHEI[ —
reHy) u 2-1o (5’KOHEIl COOTBETCTBYET I'eHY, a 3 KO-
HEIl — IICEBJOTeHY) THIIA UCCIIECAOBAHbI C UCIONB30-
BaHMEM TeHCIICIIM(UYHBIX U TICEBIOTeHCIeIN(DUIHBIX
nipaiiMepoB [3]. Ocranbubie myTanuu (P30L, [2splice,
del8, 1172N, V281L, Q318X) uneHTHQHUIIUPOBAHBI
MeronoM asyxcryneHuarod IILP ¢ nocnenyrommm
[NAP®-anamuzom [5, 10]. [IpomykTsl amrumdukanim
U (EpPMEHTATUBHOTO TUAPOIU3A aHAIH3HPOBAIU B
7,5 % monuakpuIaMUIHOM TeJie ¢ OKPACKOM STUAU-
yMOpPOMUIOM M BU3yanu3alyei B YIbTpaduoieTo-
BoM cBete. [lonynsnnonHas BeiOOpka Bkitouana 40
YEJIOBEK.

IIpu ananu3e pe3yabTaToB UCCIEIOBAHUS UCIIOb-
30BajM mapamerpuieckue (koadduiment CThoeH-
Ta) ¥ HemapameTpuueckue (Kputepuit cormacus x2)
MeToabl. Pa3nuuus cuuTanuch NTOCTOBEPHBIMU TIPU
p <0,05.

Pe3y11 bTaTbl nccegosaHunsd

Ha ocHOoBanmm TOpMOHAIBHOTO W 3XOrpadmyec-
KOTO 0OCJemOBaHUs BCe OOIBHBIC OBUTH pa3IeeHBI
Ha 3 rpynmel. KmnHudgeckas XapakTepuCcTHKa O0b-
HBIX TIpencTaBiieHa B Tadmuie 1. B mepByro rpymmy
Boria 21 GoNbHAS ¢ «MIHOMATHYECKOH» aHIpore-
HU3anueH (THpCyTH3M, yrpeBas ChIlb, cedopest). Bo
BTOpyI0 Tpynmy Bonum 8§ OoimpHBIX CIIS. Tpetnio
rpymmy coctaBmm 26 6ompHBIXx H® BI'KH. Kak
BUJIHO M3 TMPUBEICHHBIX JTaHHBIX, BO3pacT 00Cieno-

Tabnuya 1
Kiunnyeckasi XapaKkTepHCTHKA 00C/1eI0BAHHBIX 00IBHBIX
1 rpymma 2 rpynmna 3 rpymma
Hapavierp by ne s ne 26 P
BospacT 60nbHBIX 229+1,1 24,9 £0,9 239+1,0 -
Macca tena (kr) 58,8+2,8 72,4+5.2 63,4+24 P ,<0,01
Poct (cm) 167,1+1,3 168,6 £2,2 166,2 +1,2 —
Bo3spact menapxe 13,3+£04 12,8 £0,9 13,2+0,3 -
PerynspHsiit uxi 10 0 13 —
47,6 £10,9 % 50,0 +9,8 %
Hapymienuns nukia 1 8 13 -
52,4+10,9 % 100 % 50,0+ 9,8 %
Awmenopes | 0 0 3.8 i13,8 % -
Awmenopes 11 0 3 4 -
37,5+ 17,1 % 154+7,1 %
VYrpeBas cblb 13 8 14 -
61,9+ 10,6 % 100 % 53,8+9.8%
Bo3spact nosiBiieHust yrpeBoii Chinu 14,2+ 0,9 13,0+ 0,7 14,6 £ 0,8 —
Tlupcytusm 12 6 16 -
57,1 +10,8 % 75,0+ 13,3 % 61,5+9,5%
Bospact nosineHust rupcyTuzMa 16,2 £0,7 14,7+ 1,1 13,5+04 P ,<0,01
l'upcyTHOE YnCIio 16,1 £0,6 25,7+1,2 18,5+1,0 P, <001
’ ’ ’ ’ ’ ’ P,.<0,01
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Tabnuya 2
T'opmoHa/ibHAsI XapaKTePUCTHKA 00c¢/IeyeMbIX Pyl 00J1bHbIX
Ilokazareins 1 rpynma 2 rpynna 3 rpyrmima P
OCI" (ME/m) 5,4+0,6 5,6 £0,6 4,1+0,3 P, ,<0,05
JIT (ME/J'I) 5,8 + 077 11’0 4 2,0 5,6 + 0,9 PF2 < 0,05
P, ,<0,01
Iponaktrn (MME/) 310,1 +£28,3 379,0 £ 46,4 324,0 £44,5 -
CBOOOJHBII TECTOCTEPOH (TIMOJIB/JT) 26,5+9,6 22,4+73 40,9+ 11,6 -
JADA-C (MKMOITB/IT) 6,8+0,7 6,0 +0,5 11,5+ 0,9 P ,<0,01
Tabnuya 3
Pesyabrarsl npodsl ¢ AKTI y 06c1e10BaHHBIX 60JIbHBIX
['pynmel
17-OHP (1moms/) 1 rpynmna 2 rpynna 3 rpynmna Konrpons
Jlo ipoGsI 3,1+0,3 3,9+05 13,0 +3,6* 34+04
Uepes 9 yacoB 12,7+ 1,2 15,3 +3,1 52,7 £ 8,6% 16,2+ 1,5
[Ipumeuanue: * — MOCTOBEPHOE OTIIMYKE OT MOKaszaTeneil 1-if, 2-it u koHTposbHOU rpymm mpu p < 0,05

BaHHBIX OOJILHBIX M BO3PACT MeHapXe ObLIM CXOIHBI-
MU BO Bcex rpymmax. Takyke BO BCeX rpymnmnax ObLIH
OOJbHBIE KaK C PETYIIPHBIM MEHCTPYaIbHBIM ITHK-
JIOM, TaKk U C OrcoMeHopeed. Y OOJbHBIX NEepBOU
IpYyTITBl HAPYIIEHUS MEHCTPYaIbHOTO IIUKIIa HOCHITH
Ooree Jerkuii XapakTep W MPOSBISUINCH OTICOMEHO-
peeil ¢ MaKCHMaJbHOM 3alepKKOH MEHCTpyaluu
10 90 gHE#, B TO BpeMs KaK y OCTAIbHBIX OOJIBHBIX
[EPUOIMYECKH HACTylajda BTOpUYHAs aMeHOopes
MIPOAOIDKUTEFHOCTBIO 6—9 MecsIeB, a B 4eTBEPTOil
rpymne Obiir 3 OONbHBIE ¢ IEPBUYHON aMEHOpeei.
XKano6wl Ha OGecrionue | npexbsBisim 12 00IbHBIX
H® BI'KH, 6ecronue I — 4 6onpapix HO® BI'KH,
y 5 6onpHbix HO BI'H B anamuese ObuTH camMoIpo-
W3BOJIbHBIE BBIKUBIIHN, Y 3 — HOPMAaJIbHBIE POIBI.
Bospact nosBneHust yrpeBoid ChIITU ObIIT CXOIHBIM BO
BCEX I'pynnax. B TpeTbeil rpymie Bo3pacT NOsBICHUS
TUPCYTH3Ma COBIIAAall C HA4YaJIoM MEHapxe, B TO Bpe-
Msl KaK y OOJIbHBIX MEPBON M BTOPOI TPyl THPCY-
THU3M TIOSIBUJICS] 3HAUUTEIIBHO TI03%e. [ MpcyTH3m ObLT
Oosiee BEIpAaXKEHHBIM y OOJBHBIX BTOPOM I'PYTIIIHI.
[Ipu ropmonansHOM 0b6cnenoBanuu (Tabdm. 2) oo-
pamano Ha ce0s BHUMaHHE JOCTOBEPHO Oojiee BBI-
cokoe cozepxkanue JIDA-C B KpoBU Y OOJIILHBIX Tpe-
ThEH TPYyMIbI IO CPAaBHEHUIO ¢ OOIBHBIMU TIEPBOM U
BTOpPOIi Tpym u Gojee BeICOKUI yposeHb JII' B kpo-

BU OOJIBHBIX BTOPOH TPYIIIIHL.

[Ipu Y3U ObLI0 BBIABICHO yBEIMUYCHUE pa3Me-
POB SIMYHUKOB M M3MEHEHHUE UX CTPYKTYpHI (Oojee
10 ¢omnukynoB nuameTpoMm MeHee 10 MM U yBeIH-
YeHHE KOJIMYECTBA CTPOMBI) y BCeX OOJBHBIX BTOPOI
rpynmbl. Y 6 OOJBHBIX TpeTbel rpymmsl pu Y3U
ObLTO 0OHAPYKEHO U3MEHEHHE CTPYKTYPHI SHYHUKOB
(6onee 10 domnukynos quamerpom 0,5-1,2 cm, pac-
TMOJIATAIOIINXCS 10 BCEH TMOBEPXHOCTH SIMYHUKOB),
YTO COOTBETCTBYET BTOPUYHOMY MOJHUKHCTO3Y SIHU-
HUKOB. Y OCTaJbHBIX OOJNBHBIX TPEThEH IPYMIIBI U Y
BceX OONIbHBIX MEPBOM TPYyMIbI HE ObUIO BBISBICHO
M3MEHEHHE CTPYKTYPHl SHYHUKOB.

ITpu onrenxe mpo6sr AKTI (Tabm. 3) 6onee BrIico-
KU ucxonHeli ypoeHb 17-OHP 6bu1 0oOHapyskeH B
KpPOBH OOJILHBIX TPEThel TPYIIHI KaK 110 CPAaBHEHHIO
C KOHTPOJIEM, TaK U 10 CPaBHEHHIO C JABYMsI JpyTH-
MU rpynmnamu 0onbHbeIX. OTBeT Ha BBenenue AKTI
y OONILHBIX JTOW TPYIIBI TakkKe ObLT JOCTOBEPHO
BBIIIE 110 CPABHEHUIO C peakiuell y Apyrux ooOcie-
JTyeMBIX TPYIIII.

[Ipu ananuze mytamwmii B rene 21-I" y 12 u3 21
00JIbHON TIepBOI TPYMIIBI OBLIM BBISBICHBI XHUMeEp-
HbIe KOHCTPYKIMH 1-ro u 2-ro tumnos (tadm. 4). Bee
0OJIbHBIE UMENN «UAMONATUYECKYI0» aHJpOTeHu3a-
ruto. Y 6ombHbIX CITSA MyTanuii BRISIBICHO HE OBLIO.

Tabnuya 4
Pacnpenenenue myranuii B rene 21-ruipokcuiiasbl y 00¢/1€J0BAHHBIX 00JIbHBIX
XPOMOCOMBI IomynsiumonHas
1 rpynna 2 rpynna 3 rpynna
=42 =16 n=52 peibopica

MyTalun o n n=2.80
XuMepHbIii reH 1-ro Tuna 3 — 8 1
XuMepHBIii TeH 2-T0 THIa 12 — 9 6

73x30H V281L — — 3 —
4ox30H [172N — — 1 —

6sK30H V237G — — 2 —

Bcero 15/42 0/16 23/52 7/80
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VY 15 u3 26 6onpupix HO BI'KH BbIsiBneHBI paznny-
Hble MyTaluu B reHe 21-I": XuMepHble KOHCTPYKIUN
1-ro u 2-ro THnoB (9 >KEHIINH), TOYKOBbIC MyTallluU
(2), TOuKOBBIE MyTallMM B COYETAHUHU C XUMEPHBIMH
KoHCTpykuusaMHu (3). B momynsnuoHHON BBIOOpKE
y 7 u3 40 yenoBeK MACHTH(GUIMPOBAHBI XHUMEPHBIC
KOHCTpYKLMU. B pe3ysnbrare mpoBeeHHOTO UCClen0-
BaHUS BBISIBICHO JJOCTOBEPHOE MOBBILIEHUE YaCTOThI
XUMEPHBIX KOHCTPYKIMH y OOJNBHBIX MEpPBOM U Tpe-
Thel TPYII 110 CPABHEHUIO C MOMYJIALMOHHBIM KOHT-
posiem (p < 0,001, x> = 13,46). Bropas rpynmna 60ib-
HBIX JOCTOBEPHO OTIIMYANACh MO YACTOTE XMMEPHBIX
KOHCTPYKIHMH OT OOJBbHBIX MEPBOM M TPEThEeW TPyl
(p <0,05; ¥*=7.8).

O6cyxpeHue

H® BI'KH npencrasnena nsyms popmamu: BI'KH
C TIO3IHUM HadajoM | JareHTHas ¢opma. CocTosHIe
PENPONYKTUBHOM CUCTEMBI Y JKEHIIUH C JaTeHTHOMU
(hopmoii 3a0o0eBaHNs TTPAKTHICCKA HE HCCIICIOBa-
HO. DTO MOXXHO OOBSICHHUTEL TE€M, YTO NaHHYIO (op-
My 3a0051eBaHMs, KaK MMPABUIIO, BEISBIIAIOT CITyYaiiHO
CpeZH 3M0POBBIX JIII TIPU CEMEWHBIX 00CIIe0BaHu-
sx. bompmas 4acTh W3 HUX SBIAETCS TETEPO3UTOT-
HBIMH HOCHTENISIMUA — 3TO WHIWUBHUBI, UMEIOIINE B
CBOEM T'€HOME OJIMH MYTaHTHBIM asuienb reda 21-I.
[IpakTrdeckn 3TH JHIIa CAUTAIOTCS 3M0POBBIMU M UX
BBISBIISIIOT B CEMBSX, TJIe pOIMiICS peOeHOK ¢ Kiiac-
cudeckoir popmoit BI'KH. Knmandeckum acriekram
TeTepPO3UTOTHOTO HOCHUTENHhCTBA MYTAaHTHOTO TeHa
21-I" BHUMaHUS TIOYTH HE YACNSUIOCh. EIMHUYHBIE
WCCIIEZIOBAaHUS CBUJIETENBCTBYIOT O JOCTATOYHO BHI-
COKOM TIPOIIEHTE TeTePO3UTOTHBIX HOCHTEJCH Cpean
OOJBHBIX ¢ TUpCyTH3MOM [4]. Hanmmuaune B reHorurre
WHIMBHUJA MyTaHTHBIX ajuieneit reda 21-I" B rerepo-
3UTOTHOM COCTOSIHUM YaCTO COTIPOBOXKIACTCS Hapy-
meHneM (YHKIIUU KOPBI HaIMOYEIHHKOB, KOTOpas y
KSHIMUH (DEHOTUITMYECKH TIPOSBISETCS B BUIE Ha-
pYLIEHUST MEHCTpyallbHOTO IHKIa U Oecruronus. [1o
HaIllUM JTaHHBIM, Y TIOJIOBUHBI OOJIBHBIX C «HAIHOTIA-
TUYECKOI» aHAPOTEHHU3AINel BBISBICHB MYyTaIldl
B rene 21-I, 4To MOXKET yka3blBaTh Ha HAJIUYHUE Y
Hux jarentHoit popmsl BI'KH. I1pu sToM pesynbra-
ThI ipoOsl ¢ AKTI™ He oTMUanuch OT TToKa3aTenen
B KOHTPOJIBHOH TpymIe. JTO COBMAAAET C JaHHBIMHU
Rumsby G. u coasrt., 1998 [9], koTOpBIE TIOKA3aIH,
4yT0 y 60s1ee 10 % OONBHBIX C HAPYIICHUSIMH B TeHE
21-I" yposenn 17-OHP He moBEITIICH.

WHTepecHO OTMETHTDH BBISBICHHOE HAMH JIOCTO-
BepHoe (p < 0,05) MOBBIIICHUE YAaCTOTHI XMMEPHBIX
KOHCTPYKIIUH Y OOJIGHBIX TIEPBOW M TPETHEH TPYIIIT
M0 CPaBHEHHIO C MOMYJIALMOHHBIM KOHTposeM. [lo-
JydeHHbIE Pe3yabTaThl MOTYT YKa3bIBaTh Ha TO, YTO
HaJIM4YMe MyTaHTHOro ajuiens B reHe 21-I" acconuu-
POBAHO C TIOSABICHHEM CUMIITOMOB aH/IPOTCHHU3AIIHH.
B 1o xe Bpems B rpymme 6ompHBIX CIIS myTtanmii

B reHe 21-I" BbIsIBIEHO HE OBLIO, YTO YKa3blBaeT Ha
JIpYyroid MeXaHW3M IOSBIIEHUs CHUMIITOMOB aHJIpore-
Huzanuu. B rpynne 6onbupix ¢ HO BI'KH myTtanun
B reHe 21-I" O6butn HaiineHsl y 60 % GonbHbix. [Ipn
3TOM, B OTJIMYMeE OT 1-i U 2-1 rpynM, B JaHHOU TpyII-
e TOMHMO «XMMEPHBIX» TeHOB UAEHTH()UIIPOBAHBI
TOYKOBbIE MyTallMU. BbISBIEHHbIE MyTallUu BCTpe-
YaJIUCh KAaK B T€TEPO3UTOTHOM COCTOSIHUM, TaK U B
KOMIIayH/I€ C XUMEpHbIMM TeHamu. Kak H3BecTHO,
npu HO® BI'KH Bo3MoX»HO codeTaHue pazindHOro
TUNIA MYTalUH, HapuMep, «TskKenoi» (ImpuBoasi-
miell K TOJIHOW Je3aKkTHBAaUUKM (epMEHTa, KOIUPY-
€MOro JaHHBIM TE€HOM) M «JIerKoi» (mpuBOAsLICH
K HE3HAUUTEJIbHOM [1e3aKTHUBALMU (EepMEHTa), WIH
«YMEpEeHHOI» (MPUBOASALICH K YacCTUYHOW Je3aK-
TUBaUMU (QepMeHTa). AJUienb, HECYIIUH «IETKYIO»
MyTalUI0 MOXKET HAaXOAMUTHCS B T'OMO3UIOTHOM CO-
CTOSIHUM. « TSKembIe) NN «JIETKUe» MyTallui MOTYT
OBITH B KOMIIAyHJIE C ajuleeM, HEeCYyUIUM (yHKIH-
OHAJILHO AKTHUBHYIO KONHUIO TeéHa (TeTepO3UroTHOE
HOCHUTENBCTBO). Takue TeTepO3UrOTHBIE HOCHTENN
JEMOHCTPUPYIOT IIUPOKUI KIMHUYECKUI IIOIUMOp-
¢usm [13]. Takum obpaszom, akTuBHOCTH 21-I" 3aBU-
CUT OT TSKECTU MYyTallUU B T€HE, OTBETCTBEHHOM 34
JaHHbIA QepMeHT. MBI pearoaaraeM, 4To «XumMep-
HBIe» T€HBI 2-T0 THUIA KOAUPYIOT 21-ruapokcunasy ¢
HE3HAUNTEJIbHBIMM HapyIIEHUsIMU U HE MPHUBOAST K
cepbe3HbIM cOosiM B pabote GepmenTta. [lo-Buanmo-
My, [10 3TOW MPUYMHE OHM Yallle UACHTUPHULUPYIOTCS
y OonbHBIX ¢ Oosee nerkumu cumnromamu BI'KH. B
CBSI3U C 3TUM LeJIeco00pa3HO MPOBENEHHE Pa3Bep-
HYTOI'O HUCCIIENOBAaHUS CIIEKTPA MYTALMOHHBIX I10B-
pexnenuit B rene 21-I" He Tonbko y GonbHBIX ¢ HD
BI'KH, HO ¥ y *EHIIMH C «UIUOMATUYECKOI» aHI-
poreHu3anuen sl BBISIBICHUS CPeld HUX OOJIbHBIX
narentHol dopmoit BI'KH.
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NON-CLASSICAL FORM OF CONGENITAL ADRENAL
HYPERPLASIA (ETIOLOGY, PATHOGENESIS, DIAGNOSTICS)

Soboleva E.L., Osinovskaya N.S., Baranov V.S.,
Ivaschenko T.E., Potin V.V.

® Summary: Hormonal (including the ACTH stimulation test),
sonographic and molecular investigation of 55 patients with
androgenization sympthoms was carried out. High diagnostic
value of the ACTH stimulation test in diagnosis of non-classical
form of congenital adrenal hyperplasia (CAH) was shown.
During the study of mutational spectrum in 21-hydroxylase
gene (CYP21A2) more than a half of patients with “idiopathic”
androgenization were revealed as carriers of “chimeric” genes,
so it denotes that these patients have latent form of CAH.

m Key words: androgenization; non-classical form of
congenital adrenal hyperplasia (CAH); the ACTH stimulation
test; 21-hydroxylase gene; mutational spectrum
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