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PE3IOME. N3onupoBaHHbii fepuunt 17,20-nmasbl — KpaiiHe pefkas GopMa BPOXAEHHONW ANCHYHKLNYU KOPbI
HaAnoYeYHUKOB, 06ycNoBNeHHas MyTaLusiMu B reHe CYPT7AT n xapakTepu3yoLLasnca HapyLWweHWem CUHTe3a aH-
JpOreHOB Npu COXpaHHoIi NpoAyKLuum KopTusona. KnuHuyeckas kapTuHa 4acTo CTepTa, YTo NPUBOAUT K NO3AHEN
AnarHoctuke. OnucaHne KIMHUYECKMX CNyYaeB UMEET KKYEBOE 3HaYeHNe A1 NOHUMaHUSA 0COGEHHOCTEl Teye-
HUSA 3TON MaTonoruu. B cTatbe npeacTaBneHo NoAPO6HOE KNMHMYECKOE OMMCAHKUE U aHann3 MarHOCTUYECKOro
nyTW y naumeHTKu 13 neT ¢ nepBUYHON aMeHOpeei 1 3afepXXKoii NoNoBOro pa3suTus. B pamkax obcnefoBaHns
BbIMOJTHEHbI OLleHKa rOPMOHaIbHOro Npoduns, BU3yanusauus opraHoB Manoro Tasa, LMTOreHeTu4eckoe uccne-
[ OBaHMe N MONEKYNIAPHO-TEHETUYECKOE CeKBEHMPOBaHue reHa CYPT7AT c BepudukaLmeii HaXoLoK y poguTeneil.
Y naumeHTKM ¢ KapnoTunom 46,XX BbISiBIEHbI TMNEPrOHAaA0TPOMHbIA FTMNOroHaAM3M, KUCTO3Has TpaHchopmaLus
SIMYHMKOB M @aHOMasNbHO NOBbILIEHHbIA ypoBeHb 17-OH-nporecTepoHa. eHeTUYecKuin aHann3 BbisBUN KOMNayHA-
reTepo3uroTHble naToreHHble BapuaHTbl B reHe CYPT7A7: ¢.1039C>T (yHacnepoBaH oT Matepu) u ¢.1319G>A
(yHacnepoBaH OT 0TLA), YTO NOATBEPAMUIO ANArHO3 U30NMPOBaHHOIO AeduunTa 17,20-nnasbl. HazHaueHne KOM-
OMHUPOBaHHOII Tepanun HU3KMMM O3aMM leKcaMeTa30oHa U 3CTpajuona BanepaTa NpUBENO K NONOXUTENbHO
JUHAMKKe: NOSABJIEHWIO W MPOrPECcCUpOBaHNI0 BTOPUYHbIX NONOBbIX NPU3HAKOB, MEHAPXe, HOPManusaLlum ropmo-
HanbHOro Npodunsa 1 perpeccy KUCT AMYHUKOB. [pefcTaBNeHHOE HABNOAEHME LEMOHCTPUPYET YCMELIHYH fua-
THOCTUKY KpaliHe pefKoi N30MpoBaHHOM GopMbl feduumnta 17,20-nnasbl, Tpedytolein MeXANCLUNANHAPHOTO
noAXo4a U LieNeHanpaB/ieHHOr0 reHeTUYECKOro TeCTUPOBaHUsA. BrnepBbie onmcaHa KOMOGMHaLNUS NaTOreHHbIX
BapnaHToB ¢.1039C>T n ¢.1319G>A B reHe CYPT7A1, npuBoasaLLas K faHHO! popMe BPOXAEHHO AUCHYHKL MM
KOpbl HaANOYeYHUKOB. [epcoHann3npoBaHHas Tepanus, Hanpas/eHHas Ha NofjaBfieHne apeHoOKOPTUKOTPOMHO-
ro ropMOH-3aBUCMMOrO NYTH 1 3aMeLLeHne 3CTPOreHoBOoro aeduumuTa, [okasana CBOK BbICOKYHO KIMHUYECKYIO
1 nabopatopHyto aGHeKTUBHOCTb, 06ecneynB HOpManbHoe Ny6epTaTHOE pa3BUTHE.

KNIOYEBBIE CNNOBA: BpoxgeHHas Anc@yHKLMs Kopbl HaZMnoyeyHukos, geduynt 17,20-nma3el, CYP17A1, nepeuny-
Hasi aMeHopes, 3aepxKa Moa0BOro Pa3BuTHs, r’MNeproHagoTPONHbIN rMIOroHaAn3M, KOMNayH4-reTeposuroTHbie
MyTauum, noJpocTku
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ABSTRACT. Isolated 17,20-lyase deficiency is an extremely rare form of congenital adrenal hyperplasia caused
by mutations in the CYP17A1 gene, characterized by impaired androgen synthesis with preserved cortisol
production. The clinical picture is often subtle, leading to delayed diagnosis. The description of clinical cases is
crucial for understanding the features of this pathology. The article presents a detailed clinical description and
analysis of the diagnostic pathway in a 13-year-old female patient with primary amenorrhea and delayed puberty.
The examination included assessment of the hormonal profile, pelvic imaging, cytogenetic study, and molecular
genetic Sanger sequencing of the CYP17A1 gene with verification of findings in the parents. The patient with a
46,XX karyotype was found to have hypergonadotropic hypogonadism, cystic transformation of the ovaries, and an
abnormally elevated level of 17-OH-progesterone. Genetic analysis revealed compound heterozygous pathogenic
variants in the CYP717A1 gene: ¢.1039C>T (inherited from the mother) and c.1319G>A (inherited from the father),
confirming the diagnosis of isolated 17,20-lyase deficiency. Prescription of combined therapy with low doses of
dexamethasone and estradiol valerate led to positive dynamics: the appearance and progression of secondary
sexual characteristics, menarche, normalization of the hormonal profile, and regression of ovarian cysts. This case
demonstrates the successful diagnosis of an extremely rare isolated form of 17,20-lyase deficiency, which requires
a multidisciplinary approach and targeted genetic testing. The combination of pathogenic variants ¢.1039C>T and
c.1319G>A in the CYP17A1 gene leading to this form of congenital adrenal hyperplasia is described for the first
time. Personalized therapy aimed at suppressing the ACTH-dependent pathway and replacing estrogen deficiency
proved to be highly effective clinically and in laboratory findings, ensuring normal pubertal development.

KEYWORDS: congenital adrenal hyperplasia, 17,20-lyase deficiency, CYP17A1, primary amenorrhea, delayed puberty,
hypergonadotropic hypogonadism, compound heterozygous mutations, adolescents
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BBEAEHUE

Debwumnt 17,20-nmasel — camasa pegkas ¢op-
Ma BPOXAEHHOW AUCHYHKLMUWM KOpbl HafMOYeYHHU-
koB (B[IKH), cBfisaHHas ¢ HapyWeHWEM CUHTE3a aH-
LPOreHOB W KOPTU30a Ha GOHe M3BbITOYHOIO CUHTE3A
MUHepanokopTukonaos [1]. MpuunHoii passutua aedu-
umta 17,20-nuasbl agnaiotca mytauum B reHe CYPT7A1,
KOTOpbI KoaupyeT hepMeHT 17a-ruapokcunasy, obna-
Jawowwuii Takxe 17,20-n1asHoi akTMBHOCTbHO. PepMeHT
17a-rugpokcunasa npespaliaeTt NPerHeHONOoH 1 npore-
CTEepoH B 17-TMLPOKCUNPErHEHONOH W 17-TuapoKcunpo-
recTepoH, a 17,20-nnasa B CBO 04YepeAb npeobpasyert
17-TMPOKCUNPErHEHONIOH B AUrMAPO3NUAHAPOCTEH-
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avoH (O9A) (puc. 1) [2]. MonekynsipHbie MexaHu3-
Mbl, 0becneynBaioLLme 3Ty JBONHYIO KaTaNUTUYECKYIO
aKTUBHOCTb U NieXallne B OCHOBE Auc6anaHca Mexay
HUMU NPU PasAMYHbIX MyTaLUAX, NPOAOIKAOT aKTUBHO
nsyyatbes [3]. [lBoiHas KaTanuTMYeCcKas akTUBHOCTb
(bepMeHTa 00bACHAET CyL,eCTBOBaHWE Pa3fIMYHbIX
¢Gopm BIAKH: KOM6UHMPOBAHHO! HEAOCTAaTOYHOCTU
17a-rugpokcunassl n 17,20-nuasbl, a Takxe U30u-
poBaHHOI HegocTaToyHocTH 17,20-nnasbl. MMpu aToM
00NbWKUHCTBO MyTauuii B reHe CYPT7AT npuBogaT K
yTpaTte o6eunx hyHKunit pepmenTa [4, 5].

Cpepn Bcex ¢GoOpM BPOXAEHHON JUCHYHK-
UMM KOpbl HajnoyeyHUkKoB Ha ponto gedbuunta

Xonectepon
Cholesterol
17-rMppokcunasa 17,20-nmasa
20,22-pecmonasa 17-hydroxylase 17,20-lyase
20622-desmolase v
MperHeHoAOH X ; > 17-rMAPOKCUNPErHEHOAOH Ar9A
Pregnenolone : 17-hydroxypregnenolone DHEA
3BHSD2 : 3BHSD2 3BHSD2l
\ 4 H Y
MporectepoH N . _| 17-rnapokcunporectepoH AAbAOCTEPOH _| OctpoH
Progesterone 7N 17-hydroxyprogesterone Aldosterone Estrone

21-ruppokcurasa

21-hydroxylase v

21-ruppokcunasa
21-hydroxylase

17;3Hsol

11-ne30KCUKOPTUKOCTEPOH T
11-deoxycorticosterone 0

11-Ae30KCUKOPTHU3OA
11-deoxycortisol

|

TecTocTepoH
Testosterone

11B-ruapokcrrasa
11p-hydroxylase v

11B-ruppokcurasa
11B-hydroxylase v

Koptuson 4
Cortisol 4

KopTukocTepor T
Corticosterone T

18-ruapokcunrasa
18-hydroxylase v

18-rMAPOKCUKOPTUKOCTEPOH
18-hydroxycorticosterone

AABAOCTEPOHCHHTa3a
18-oxidase

AAbAOCTEPOH
Aldosterone

| 3cTpaanon

| Estradiol

Puc. 1. Cxema OCHOBHbIX NyTEN CTEPOMAOTEHE3A B KOPE HAAMOUYEYHUKOB M roHapax: AF9A — AerMapoanMaHAPOCTEPOH;
3BHSD2 — 3B-rMapokcucTeponaAErMaporeHasa tMna 2; 17BHSD — 17B-ruapokeuctepomasernaporeHasa. CnaoLlHble
CTPEAKM YKa3blBatoT HanpaBAeHWe GepMEHTATUBHbIX peakumit (apanTmpoBaHo no [2])

Fig. 1. Schemeofthemainsteroidogenesispathwaysintheadrenalcortexandgonads:DHEA — dehydroepiandrosterone;
3BHSD2 — 3B-hydroxysteroiddehydrogenasetype 2; 17HSD — 17B-hydroxysteroiddehydrogenase. Solid arrows indicate

the direction of enzymatic reactions (adapted by [2])
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17a-rugpokcunasbl/17,20-nmasbl npuxoguTca Me-
Hee 1% nauueHToB. Ha OCHOBaHMKM aHanu3a Hayu-
HOW NuTepaTypbl pacnpocTpaHeHHOCTb AeduunTa
17a-rugpokcunasbl/17,20-nnasbl ocTaeTcs Heonpeae-
NEHHOW BBUAY UCKNTUYNTENbHON PESKOCTU JaHHOM Ha-
CNeACTBEHHOI NaToNOr1mK, OrpaHUYeHHoro Yucna onu-
CaHHbIX B MUPOBOI NuTEpaType KINHUYECKUX CNyYaes,
KOTOpOe Ha CerofHsAWHUN aeHb He npesbliwaeT 150
yenioBeK. TW JaHHble NpeuMyLLecTBEHHO OTHOCATCS K
KOMO6UHMPOBaHHOW GopMe feduumuta GepMeHTa, B TO
BPeMs Kak pacnpoCcTpaHeHHOCTb N30JIMPOBAHHOIO fe-
¢uuuTa 17,20-n1MasHON aKTUBHOCTM HE YCTaHOBEHA.
B paHHOM cTaTbe Mbl NPefcTaBUM KIMHUYECKOE Ha-
6MI0feHne NauueHTKn ¢ N30NNPOBaHHBIM LeduuuToM
17,20-nnasbl, NOATBEPXAEHHBIM MOMNEKYNSAPHO-TeHeTUYe-
CKUMM MeTO,aMu1 ANarHOCTUKU, C HOPMasbHbIM XEHCKUM
KapuoTunoMm (46,XX) 0T MOMeHTa AMarHoCTUYECKOro no-
MCKa NPUYMH 3aEePXKKM NONOBOrO Pa3BMTHA A0 NONYYEH-
Horo adekTa OT MPOBOANMOI FOPMOHALHOM Tepanuu.

ONMUCAHUE KAMHUYECKOIO CAYYAA
PebeHOK OT BTOpPOIi 6epeMeHHOCTH, NMePBbLIX CPOY-
HbIX pogoB. Pogunack ¢ maccoi Tena 3500 r, gnuHOM
51 cm, oueHkoit no wkane Anrap 8/9 6annos. B Bos-
pacTe 7 MecsiLeB BbISIBNEH HacNeACTBEHHbI chepo-
umto3 MuHkosckoro-Lloddapa. B 10 net y geBouku
06HapyXeHbl KOHKPEMEHTbl B XXENYHOM MNy3bipe C
KNIMHUYECKO KapTuHOI xonectasa. B 11 net nocne
ANUTENbHOI KOHCepBaTUBHOM Tepanuu 6e3 addekTa
BbIMO/IHEHA J1anapoCKONMyeckas X0NeLucTaKToMuS,
a Takxe cnieHskToMus. B nocneonepaunoHHOM ne-
puofe BO3HWKNA peuuanBupytollas cnaeyHas 6o-
nesHb, NpUMBEALLIAn K Cepun penanapotoMuii Ans ag-
reauonusnca u ApeHUpoBaHuUs GPIOWHON NOMOCTH.
B 12 net npoBegeHa anneHA3KTOMUSA, U1EOCTOMMUSA
C nocneaywLnM BOCCTaHOBIEHMEM MPOXOLUMOCTH
XENYLO0YHO-KMLWEYHOrO TpaKTa M 3aKpbITUEM WNeo-
cTombl. W Tonbko B 13-neTHeM Bo3pacTe Ha QOHe
Xano6 Ha abAoMMHanbHble 60M NpPU MPOBEAEHNM
ynbTpa3BykoBoro uccnegosanus (Y3U) 6biim otme-
YeHbl TUMONJIasus MaTku U KUCTO3Hble 06pa3oBaHuS
npuaatkoB (Ao 39 MM). Ha oCHOBaHMN BbiSIBNEHHbIX
M3MEHEHU BrepBble AeBOYKA KOHCYNbTMPOBaHa ru-
HEKONOroM, NoKasaHuii AN XMpPYpruyeckoro neyeHus
He OblIO, PEKOMEHJ0BAHO 3HAOKPUHONOTMYECKOE
o6cnefoBaHne. Takum o6pa3omM, B BO3pacTe 0KONO
14 net pebeHOK BnepBble NoNan Ha NpuMeM LEeTCKOro
3HAOKPUHOJIOra, rAe, NOMUMO abLOMUHANbHBIX 60NEl,
npeabABNsA Xanobbl Ha OTCYTCTBUE MEHCTpYaLuii n
OBOJIOCEHUS B aHAPOreH3aBUCMMbIX 30HaX. U3 cemeit-
HOro aHamMHe3a yAanocb y3HaTb, YTO y MaTepu MeH-
CTpyauuu Hayanucb ¢ 16 net, Takxe 6b110 CKYLHOE

CHILDREN’S MEDICINE of the North-West

SAMETKHU U3 NMPAKTUKH

aKCuNIsipHoe 1 I06KkoBOe 0BosIoceHMe. COOp aHaMHe-
3a CO CTOPOHbI OTLA 3aTPyAHEH BBUAY Pa3fesibHOro
MpOXuBaHUs poguTeneil.

Ha MOMeHT ocMOTpa JeTCKUM 3HLO0KPUHOMOTOM
TENIOCNOXEHME MALMUEHTKM MPONOPLMOHANbHOE, Noj-
KOXHO-)XMpPOBas KeTyaTka pacnpefeneHa paBHomep-
Ho. O6pawano BHMMaHMe OTCYTCTBMUE pOCTa BONOC
Kak B aHApOreH3aBUCUMbIX 30HaX, TaK WU Ha roNeHsy,
npeanneybsx. Monosoe passutue no TaHHepy 6biNo
B2 P1 Me(-), B nogMbilIeyYHbIX BNaguHax BONOC He
0TMEYEHO, HapyXXHble NoNoBble opraHbl chopmupoBa-
Hbl MPaBU/bHO MO XEeHCKOMY Tuny. PocT cpeaHuin —
163 cm (+0,41 SDS), Bec cooTBeTCTBYET pocTy — 57 Kr
(+0,71 SDS). ApTepnanbHoe AaBfeHWe B npeaenax
BO3PaCTHOi HOPMbl.

Am6ynaTopHO nNpoBefeHa MarHUTHO-Pe30HaHCHas
Tomorpacus (MPT) opraHoB Manoro Tasa ¢ KOHTpac-
TUPOBAHUEM: BbISIBIEHO MY/bTUKUCTO3HOE 06pa3o-
BaHWe NpaBoOro AMYHUKaA pasmepoM 67x61x49 mm,
MeJuanbHbIM KpaeM npunexallee K 1eBOMY AUYHUKY,
NeBblil ANYHMK 06bIYHO PacnoNOXeH, UMeeT pa3Mepbl
28x22x16,8 MM, B CTpOMe UMerTca GONNMKYbI pas-
MepoMm A0 18 MM, 06beMHbIX 06pa30BaHUii He BbisiBIE-
HO, MaTKa B NnonoxeHuu anteflexio 63 0co6eHHOCTEN,
pa3mepbl He yKasaHbl.

Takxe ambynaTopHo MO JaHHbIM FOPMOHaNbHO-
ro uccrnefoBaHMsi OTMEYEHO MOBbIWEHME YPOBHSA
noTenHusnpytowero ropmona (NI go 26,0 mEg/mn
n donnaukynoctumynupytowero ropmona (®Cr) go
13,9 MEa/mn, ypoBeHb acTpaguona B HopMe (17 nr/mn).
MpuHUMan BO BHUMaHWe runeproHagoTpOnHbIiA runo-
roHafu3M, 6b110 PEKOMEHLO0BAaHO Yyrnyb6neHHoe o6chne-
LOBaHNE B YCNOBUSIX NPOYUIBHOrO 3HAOKPUHONOIK-
YecKoro cTauuoHapa.

Mpu noctynneHun B 3HZOKPUHONOTMYECKOE OT-
LeneHune B 6UOXMMUYECKOM aHann3e KPOBMU 3NEKTPO-
NNTbI, NeYeHouHble hepMeHTbI, F0K03a B Npejenax
pedepeHCHbIX 3HayeHUi. [laHHbIX 3@ NaTONOMMIO LU-
TOBMHOIA Xenesbl He NOMYYeHO, KOPTU30/ B HOPME.
[TokasaTenu ypoBHA aHLpOreHoB KpoBW: 17-TfpoKCH-
nporectepoH — 10,2 Hr/MA (MOBbILIEH), TECTOCTEPOH —
1,68 HMonb/n (noBbliweH), AI9A-cynbpat — 0,8 MKr/mn
(Hopma), aHppocTeHanoH — 0.82 Hr/mn (Hopma).
MpoBegeHo Y3W opraHoB Manoro Tasa: A/iMHa Tena
MaTku — 50 MM, WwWupuHa — 26,7 MM, nepefHe3agHuii
pa3Mep — 12 MM, Ha MecTe NpaBOoro SIMYHMKa NONUKK-
CTO3HOE 06pa3oBaHue pasmepamu 110x90x80 mm, ne-
BbIN AMYHUK: 30%x13x16,8 MM C MeNKUMU GONTMKYNAMM.
B cBA3n ¢ pasBuTMEM KaTapaibHbIX SIBNEHNIH obcre-
[0BaHuWe He 6bl1/10 3aBEpLLEHO.

Yepes mecAl, JeBOYKA MOBTOPHO rOCAUTANU3uUpo-
BaHa, BHOBb OTMevasncsi abfoMUHaNbHbIA 60NneBON
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cuHgpom. lpu uccnefoBaHuu ropMOHOB KPOBM OT-
MEYEHO CHIXEHWE YPOBHSA aHAPOreHoB: 17-rmjpokcu-
nporectepoH — 6,87 Hr/mn (paHee 10,20 Hr/mn),
aHapocteHanoH — 0,2 Hr/mn (paHee 0,82 Hr/mn),
O 3A-cynbdat — 0,03 mkr/n (paHee 0,8 Mkr/mn), Te-
ctocTepoH — 1,12 HMonb/n (paHee 1,68 HMonb/n).
YpoBHu JIT n ®CI ocTtaBanucb BbiCOKMMM (23,06
13,5 MME/n cOOTBETCTBEHHO), MPU 3TOM YPOBEHb
acTpaguona 6bi1 HU3kuM — 21,5 nr/mn. Mokasare-
nn anbda-petonpotenHa, 6eta-XM'4 (xopuoHUYECKHNid
roHaJoTPONUH YenoBeka), oHKkoMapkepoe CA 19-9,
HE4 B HopMme, CA-125 — 54 Ep/n (B auHamuke yepes
mecsy cHusuncs ao 21 Ea/mn). 06beKTUBHbINA oC-
MOTp — 6€3 U3MeHeHU, NOI0BOE Pa3BUTUE MpPEXHee.
Mpu KoHTponbHO MPT manoro Tasa B CpaBHeHUM C
MPOLWbIMW AaHHbIMK OTMeYeHa BblpaXeHHas oTpu-
LaTeNbHas fMHaMKUKa: B NPOEKLNM 060UX SUYHUKOB
onpejensTca MHOroKaMepHble 06pa3oBaHUs C He-
OAHOPOAHBIM COAEPXUMbIM (MYLMHO3HbIM, remMoppa-
TMYECKMM), MHOXECTBEHHbIE NeperopoAku, pasmepbl
npaBoro o6pasoBanusi 77x67x44 mm, 06beM 118 cm?;
neBoro o6pasoBaHus 76x51x42 MM, o6bem 85 cm.
Bokpyr natonornyecknx obpasoBaHuii 3HaYMTENbHOE
KONUYecTBO HEOJHOPOAHOW XuAKoCTU. MaTka runo-
niasupoBaHa, pasmepbl ee C WenKoin 57x12x15 MM.
Ha ocHoBaHuu paHHbix MPT npoBefieHa ABYCTOPOH-
HAS OMONCMA TKaHW AMYHUKOB W JMArHOCTMYecKas
BarmHockonus. Mo pesynbTataM NPMXW3HEHHOTO Na-
TONOroaHaTOMMYECKOro UCCNEef0BaHNA 6UONCUMIAHOIO
MaTtepuana BbisiBneHa GonnnkynsapHas Kucta neBoro
SIMYHMKA, CEPO3HAA KUCTA NPaBOro AMYHMUKA.
[leBOYKa KOHCYyNnbTUpPOBaHa BPavyoOM-TEHETUKOM,
C Y4YeTOM 3aflepXKKu NosoBOro pa3BMTUA NPOBEAEHO
KapuoTunuposaHue. Mo pesynbTatam LUTOreHeTu-
4eckoro uccnefoBaHus KapuoTun nauueHTKu ycTa-
HOBJIEH KaK HOPManbHbIi XeHckuit (46,XX). TeHeTu-
YecKUn MOUCK NPUYMH 3a[epXKU NONOBOro pasBuTUS
OblN NPOLO/MKEH B HANpPaB/IEHUN MOHOTEHHbIX NPUYKH
3aboneBaHua. MeTol0M NONMMepPa3Hoii LienHoii peak-
LMK NpoBeJeH NOMCK NOBTOPSAIOLUXCA MyTaLuii B reHe
CYP21A2 ¢ uenbto UCKKYEHNA KNacCcuyeckoii Gopmbl
BIKH. Mo pesynbTatam uccnegoBaHus BapmaHToB B
reHe CYP21A2 BbiiBNIEHO He 6bIn0. bblio NpuHATO pe-
LeHue uckntounTb CYP17A7-accounmnpoBaHHyto hopmy
BIOKH. MpoBeaeHo cekBeHWpoBaHue nocnefoBareb-
Hoctu reHa CYP17A1 no CeHrepy, no pesynbratam Ko-
TOPOro B reHe BbISIBJIEHO [iBa NaTOreHHbIX BapuaHTa B
reTeposnrotHoM coctosiHuu: ¢.1039C>T u c.1319G>A.
BTopbiM 3Tanom BbiNoNHeHa BepuduMKaums BapuaH-
TOB CEKBEHWPOBAHWA MO TPUO (y NaLMEHTKM U ee po-
auteneii). Mo pesynbTaTaM uUccnefoBaHus 6biio Noa-
TBEPXAEHO GuannenbHoe nopaxeHue reHa CYPT17ATy

PRACTICAL NOTES

nauueHTku, BapuanT ¢.1039C>T 6bin1 yHacnefoBaH oOT
matepy, BapuaHt ¢.1319G>C — ot oTua.

Ha ocHoBaHMM KoMnnekca nabopaTOpPHO-UHCTPY-
MeHTaNlbHbIX UCCNEeA0BaHUiA, a TaKkXe KIMHUYECKOi
KapTUHbI 3a60/1eBaHUsA [EBOYKE YCTAHOBNEH [MarHo3
BPOXAEHHON AUCHYHKLMWU KOpPbl HaZMNOYeYHUKOB,
06yCIOBNEHHON U30NMPOBaHHbIM feduuutom 17,20-nu-
asbl (OMIM #202110, ORPHA:90793; MKB-10: E25.0).

Ha oCHOBaHMM BblILLEN3N0XEHHbIX JaHHbIX NOAPOCT-
Ky Oblla HasHayeHa 3aMecTUTeNbHas Tepanus: rKo-
KopTuKongamm (aekcametasoH, 0,25 Mr/cyT) u acTpo-
reHamu (acTpaguona Banepart, 0,5 mr/cyT). Ha doHe
Tepanuu OTMEYEHO MOAIB/IEHUE OBOJIOCEHMA Ha MO-
NOBbIX ry6ax n No6Ke, yBEIMYEHUE MOJTOYHbIX Xenes,
(heMuHusaums purypsl, a yepes 4 MecsiLa — MeHapxe.

Yepes 6 MecsiueB oT Havyana Tepanuu (14 net
10 mMecsueB) rocnuTanusnpoBaHa B HAOKPUHONOTY-
YecKoe OTAeNleHne AN KOHTPONbHOrO 06Cnes0BaHus
1 oueHKM 3G HeKTUBHOCTM U 6E30MacHOCTU NPOBOAM-
Moro neyenus. OTMeYeHa NoONOXMTENbHAsA AUHAMKUKa
B BuAe ycuneHus GeMuHu3auum TefnocnoxeHus ¢ oT-
NOXEHUEM MOAKOXHO-KUPOBOIA KNeTyaTku B 06nacTm
6efiep ¥ XWBOTa, YBENMYEHUS pa3Mepa MOJIOYHbIX
Xenes, oBonoceHus nobka (puc. 2). AptepuanbHoe
JaBneHue 1 4yacToTa CepAeyHbIX COKpalLeHWii B npe-
Aenax Bo3pacTHO Hopmbl. IMpu npoBefeHun nabopa-
TOPHOW AMArHOCTMKKM OTMEYEHO CHUXeHMe ypoBHA JIT
Ao 5,63 MME/n (go Tepanuu 23,06 MME/n) npu coxpa-
HAtoWweMca nosblweHHOM ypoBHe ®OCI 17,73 MME/n.
YpOBHM aHAPOreHOB TakXe HopManusoBanucb: 17-ru-
ApoKcunporecTepoH — 2,24 Hr/mn (go Tepanuu 6,87-
10,2 Hr/mn), TectocTepoH — 0,1 Hr/mMn (fo Tepanuu
1,12-1,68 Hr/mn), Ar9A-cynbdat n aHAPOCTEHAMUOH
6e3 MHaMuKu (paHee 6binu B Npeaenax pepepeHcHbIx
3HayeHuii). Mo paHHbIM Y3W opraHoB Manoro Tasa
3aduKcUpoBaHa MONOXMTENbHAA SUMHAMUKA B BUE
yBe/NMYeHUs pasMepoB MaTku (gauHa 50 MM, nepeg-
HesafHuN pasmep 21,7 MM, WnpuHa — 28,7 MM, Leiika
MaTKn — 22x19 MM) 1 YMEeHbLLEHUS 06beMa AMYHUKOB
(npaBblit ANYHKK — 49%23,4x23 MM, 06beM — 13,8 cm?;
NeBblil ANYHNK — 34x12,5%x12,5 MM, 06beM — 2,77 cMm?).
YunTbiBas NONOXUTENbHYIO KINHUKO-NabopaToOpHYHO
AVHAaMUKY, [l03a [lekcaMeTa3OHa OCTaBJieHa Mpex-
Heit (0,25 Mr), a acTpaguona Banepara yBesMyeHa Ao
1,5 MI B CyTKM.

Mocneaytowmnii N1abopaTopHbIA KOHTPONb NPOBEAEH
elle yepes nonroga (B 15 net 4 Mmecsiya) — yepes rog ot
Hauyana Tepanuu. OTMeuyeHa npubaBka pocta 6 cM 3a
roj, Bec 6e3 anHamuku. Monosoe pasuTne no TaHHe-
py: B4 P3-4 Me(+), pocTa BONOC B NOAMbILIEYHbIX Ba-
AWHax He oTMeyeHo. YpoBeHb ®CI HakoHel goctur
LeneBblx 3HavyeHuit 3,65 mMe/n (panee 17,73 MME/n),
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Puc. 2. BHeELWHUN BUA NALMEHTKM HA GOHE NMPOBOAUMOM
3aMeCTUTEABHON FOPMOHAALHOM Tepanuu (¢oTo aBTOPOB)

Fig. 2. The patient’s appearance during hormone repla-
cement therapy (photos by the authors)

NI cran 0,65 MME/n. AHApOreHbl KpOBU COXpaHs-
nucb Huskumun: Ar3A-C — 0,2 MkMonb/n, TecTocTe-
poH — 0,08 Hmonb/n, 17-ruapokcunporecTepoH — 2,91
HMonb/n. Mo Y3W opraHoB manoro tasa — 6e3 oTpula-
TenbHON AuHaMUKKU. KoppekLns 3amecTUTenbHOI rop-
MOHasbHOM Tepanuu He npoBogunach. [PoAoIKeEHO
AMHaMUYecKkoe HabnogeHne NogpocTKa.

OBCY>XKAEHUE

Hanbonee yacTbiM BapuMaHTOM KJIMHUYe-
CKOW KapTWHbI Npu KOMOGWUHWUPOBAHHOM Aeduuute
17a-rugpokcunasbl/17,20-nnasbl aBngeTca nauueHT
XEHCKOro nona ny6epTaTHOro BO3pacTa C Xanobamu
Ha 3alepXXKy NOM0BOro CO3peBaHus (NepBUYHYIO ame-
HOper, OTCYTCTBUE Pas3BUTUS BTOPUYHBIX MONOBbIX
NPW3HAKOB), FMNEepTeH3Nto, runokanuemuio [1, 6]. Knac-
cuyeckasi Tpmaga CUMNTOMOB C BblpaXXeHHON apTepu-
anbHOM runepTeH3nei HeOLHOKPATHO ONuCbiBanach B
nutepatype [7]. Takue aeTv nepsuYHO 06paLLaloTCa K
neguatpy. OLHaKo CUMNTOMbI apTepuanbHON runep-
TEH3UW W TUTIOKAIMEMUU HE ABAAIOTCA NOCTOSAHHbIMU
[8-10] u BCTpevaloTCA NPENMyLLECTBEHHO MpU NoJ-
HOM OTCYTCTBMM aKTUBHOCTU 17a-ruapokcunasbl [11].
B cBsisn ¢ xano6amu Ha 6051 B XNUBOTe Ha GoHe hop-
MUpYIOLLErocs NOJMKUCTO3a SIMYHWKOB, KOTOPbIA B
JanbHeNLemM MOXeT OKa3blBaTb HEFraTUBHOE BNIMSIHUE
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Ha penpoaykTuBHyl dyHkuuto [12], Hepeako cneay-
IOLLMM BPayoOM, KOTOPbIA KYypupyeT Takoro pebeHka,
ctaHoButca xupypr [13]. U Tonbko nocne aToro fe-
BOYKU-NOAPOCTKM NPUXOJAT K AETCKOMY TMHeKonory
WAW 3HJOKPUHOMOTY, YTO BUAHO MO NpeACTaBIEHHOMY
KJIMHUYECKOMY NpUMepy.

B HawweM cnyyae nauneHTKa uMena xanobbl Ha nep-
BUYHYIO aMeHOpeto, OTCYTCTBMUE Pa3BUTUA BTOPUYHDBIX
MONOBbIX NPM3HAKOB, 60N B XXUBOTE, @ TaK)XXE HEOHO-
KpaTHble onepaTuBHble BMellaTenbcTBa. lpu aToM y
Hee NMOJIHOCTbI0 OTCYTCTBOBANN apTepuanbHas runep-
TEH3WA U TUMOKaNneMui, xapakTepHble Ana geduunta
17a-rnapoKcuiasbl, 4T0 NO3BOANIO 3aN0J03PUTb U30-
NUPOBaHHbINA aeduumnt 17,20-n1asbl.

MyTeM MONEKynsapHO-reHeTUYECKOro aHanusa,
BbINONIHEHHOTO B 06beMe CeKBEHWPOBaHMA mochne-
poBatenbHocTu reda CYP17A1 no CeHrepy, 6bino
BbISIB/IEHO fABa NaTOreHHbIX BapuaHTa B reteposu-
roTHom coctosHun: ¢.1039C>T unc.1319G>A. Us-
BECTHO, 4yTO MyTauusa BapuaHta c.1039C>T reHa
CYP17A1 BbI3blBaeT HejoCTaTOYHOE B3auMO-
AeiicTBue Mexay LuMToXpomom by n depmeHTOM
17a-rugpokcunasbl/17,20-nnasbl, 4aCTUYHO CHUXKaA
aKTUBHOCTb (epMeHTa [14]. Mpu aTom 6onblwe co-
XpaHAETCA aKTUBHOCTb 17a-rugpokcunassl [9], yem
17,20-nuasbl [15]. B HayyHOW nuTepaType B HacTos-
Lee BpeMs M3BECTHbI Clyyau KOMMAyHL-reTepo3u-
rOTHOrO HOCUTENbCTBA BapuaHToB reHa CYPT7AT npu
gednunte 17a-rugpokcunasnl/17,20-nmasbl, npuyem
KNUHUYEeCKasn KapTWHa MOXeT 3HaYUTeNbHO Bapbu-
poBaTb B 3aBUCUMOCTM OT KOMGMHaLuu MyTauuii [10,
16, 17]. B Tom yucne Van Den u coaBT. onucanm
JBYX XeHWnH ¢ kapuotunom 46,XY, y KOTOpbIX Bbl-
SIBNEHbl KOMNAyHA-TeTepo3nroTHbie MyTaLun B reHe
CYP17A1 [18]. S.Yamagata u coaBT. onucanu nauu-
€HTKY 67 neT ¢ roMo3nroTHoin mytauuei c.1039C>T B
reHe CYP17AT v HOpMasnbHbIM )XEHCKUM KapuoTunom
(46,XX) [9]. Y naumeHTKn Habnoganach cTepras Knu-
HUyeckas kaptuHa CYP17AT-accouunpoBaHHoii ¢hop-
Mbl B KH: pasButble BTOpMYHbIE NOIOBbIE MPU3HAKMK,
Hanuuue MeHCTpyaLun 4O MeHOMay3bl, TMNepTeH3Nns,
runoKanuemnsi v NpuU3Haku runepanbAocTepoHM3Ma
npu NoJaBNeHHO akTUBHOCTU peHWHa. B Hawwem cny-
yae BapuaHT ¢.1039C>T B reHe CYP17A1 yHacnepoBaH
OT MaTepw, KoTopasi UMeeT cnabo BbipaXeHHOe 0BO-
NOCEHNE B rOPMOHO3aBUCHUMbIX 30HAX U AOCTAaTOYHO
no3fHO HacTynuBlee MeHapxe (B Bo3pacTe 16 neT).
MpeanonaraeTcsi, YTO HOCUTENbCTBO FETEPO3MUIOT-
HOM MyTauuu B reHe CYPT7AT MOXeT NpuBOAUTL K
HeloCTaTOYHOCTM cTepougoreHesa [15]. MpeacTas-
NEHHbI HaMKU cnyyai ABNSieTCA NEpBbIM C COYeTa-
HUEM ABYX reTeposuroTHbix mytauuii c.1039C>T u

2026 Tom 14 Ne1 269

ISSN 3034-6312 (Print) ISSN 3034-6320 (Online)



€.1319G>A B reHe CYP17A1, 4To nNpuBeno K u3onu-
poBaHHOM HepocTaToyHOCTU 17,20-nuasbl y Hawei
naLueHTKH.

3AKAKOYEHUE

MpeacTaBAeHHbI KAUHUYECKWiA cyyal HarnsagHo
AeMoHcTpupyeT 3G (HeKTUBHOCTb KOMMJIEKCHOTO Moj-
X0A4a K LMarHoCTUKe peakux Gopm HapyweHus nono-
BOrO pasBUTUS, FAe K/OYEBYIO POb CbIrpano LeneHa-
npaB/IeHHOE reHeTUYECKOE UCCeJ0BaHNE, BbISIBUBLLEE
Y NauneHTKn ¢ Kapuotunom 46,XX n nepBuYHoOin ame-
HOpeeil fBa naToreHHbix BapuaHTa B reHe CYPT17A1
B KOMNayHA-reTepo3uroTHOM COCTOAHMU. BnepBble
OMucaHo coyeTaHMe ABYX reTEpPO3UrOTHbIX MyTaLuii
€.1039C>T n c.1319G>A B reHe CYP17AT, 4to noaTBep-
AUNO AMarHos usonupoBaHHoro geduumta 17,20-nu-
asbl. YcnewHas Tepanus, coyeTarowas nogasneHue
AKTTl-3aBUCUMOro cTepougoreHesa HU3KUMM fo3amu
JekcaMeTasoHa W 3aMeCTUTENIbHYI0 FOPMOHaNbHYH0
Tepanuk 3CTPOreHamu, npuBena K NoaoXuUTenbHON
OMHaMUKe: NOSABNEHWUIO MEHCTpyaLui, pasBUTUIO BTO-
PUYHbIX NMOMIOBbIX NPU3HAKOB MO XEHCKOMY TUMY U pe-
rPeccy KUCTO3HbIX M3MEHEHWI AMYHMKOB, YTO NoaYep-
KMBaeT BaXXHOCTb NepCOHaNN3MPOBAHHOIO JleYeHUs U
Heo6X04MMOCTb MOXWU3HEHHOr0 MyNbTUAMCLUUNIUHAP-
HOro HabNAeHNS 32 TaKUMM NaLueHTaMu.

AONOAHUTEABHAA UHO®OPMALUA

Bknap, aBTopoB. M.C. MnbyeHko — c6op M aHanu3
KIMHUYECKMX AaHHbIX, HanucaHue TekcTa (onucaHue
KnuHuyeckoro cnyyas); C.A. JlanTueB — NnpoBefeHune 1
MHTeprnpeTaLns MONeKynsapHO-reHETUYECKOro uccre-
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JoBaHus, aHanu3 nutepatypsbl; K.B. CkobeneBa — pas-
paboTka KOHLeNLum cTaTbk, 06CNef0BaHNE U NeYeHNe
naluneHTKM, peaakTupoBanme Tekcta; [.P. Typcymeto-
Ba — 0630p NnuTepaTypbl, HanMcaHWe TeKCTa, MOAro-
TOBKa WNAOCTpaLuii, opopmneHue 6ubnuorpadum.
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KoHdpnukT nHTepecoB. ABTOpPbI 3asABNAKT 06 OT-
CYTCTBUU SIBHbIX W NOTEHLUWANbHbIX KOHPAUKTOB WH-
TepecoB, CBA3aHHbIX C Ny6nnKaLmein JaHHO CTaTb.

WHdopmupoBaHHoe cornacue Ha ny6nukauymio.
ABTOpbI NOMYYUIN NUCbMEHHOE COrNacue 3aKOHHbIX
npepcTaBuTeNnen naumeHTa Ha ny6imKaLmo MeguLmnH-
CKMX AaHHbIX.
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B 2025 ropy BBIIIIO ABYXTOMHOE PYKOBOJCTBO /i Bpadeil «Heitponndexiun y fereit» — 0OHOBIEHHAs U JOMOTHEHHASL
Bepcusi MoHorpadum 2015 roga. V3gaHne MOArOTOBICHO BeLYIIMIMI OTEYeCTBEHHBIMI CIIELMAINCTAMU B 06/1aCTH HEPONH-
ekt IeTCKOro BO3pACTa, el OIBIT B 9TOI 0b6macTu obijenpusHan u GeciieHeH. ITO eUHCTBEHHOE B CBOEM POJie PyKOBOJ-
CTBO He TONBbKO B Poccun, HO 1 3a py6exxoM, OCHOBHOII MCTOYHMK IIPAKTIIECKOI MHGOPMALH 110 MHPEKIVOHHDIM MOpasKe-
HUAM HEPBHOJI CHCTeMBI Y fieTeit 1y Bpadeit Poccyn u crpan CHIL JlocTOMHCTBA KHUTY — HOCTYIHOCTD M3/I0KEHN, CBOJIHbIE
TaG/IILIBL, IIVPOKWIT OXBAT HO30/IOTMIECKIX (GOPM, COBPEMEHHOCTD, JOCTOBEPHOCTD AAHHBIX I IIPAKTIIIeCKasl HALIPABIEHHOCTD.

ITepBBIit TOM COYeTaeT KAACCHYECKIe ITIABBI [0 MEHMHIOKOKKOBON MH(EKIMN, THOMHBIM U CePO3HBIM MEHUHTHUTAM, BI-
PYCHBIM 3HIIe]amNTaM, MUETNTAM, OTHOMIENUTY, NHPEKIIMOHHBIM HEeBPOIIATUAM U TIO/IMHEBPOIIATISAM, OCTPBIM BS/IBIM I1a-
pa/myaM, KIeIeBbIM HeilponH(eKIUAM, SHTePOBUPYCHBIM 3a60/IeBaHNAM, 60TYIN3My, OEIIeHCTBY U CTONOHAKY C HOBBIMU
pasmenaMu. B HMX OTpaKeHbI YHMKa/IbHBIE CBE[ICHNA II0 HEOHATAaIbHBIM THOJHBIM MEHMHTUTAM U BUPYCHBIM 3HIedannTam,
BPOXEHHBIM MH(eKUIAM, TMMOOLUTAPHOMY XOPHOMEHIHIUTY, MapasuTapHbiM 6omestuam LTHC, pomn nnbekiun B passu-
TUU BACKY/TUTOB U MHCY/ILTOB, @ TAKXKe HelfpOfiereHepaTUBHBIM 1 leMUeTMHUSMPYIOLINM 3a60/IeBaHUAM, MUACTEHIN U MIACTe-
HirdecknM cuHApoMam. Oco6oe BHUMaHIE yieleHO IIOPAKEHNI0 HEPBHOI CICTEMBI IIPY BETPSIHOI OCIIe, OMOsCHIBAOIEM JIN-
mae 1 BUY-vHpexmn y feteil pasHOro BO3pacTa, ¢ IOpOOHBIM ONICaHyeM KOMIUIEKCHOJ TepaIuii U J03MPOBOK ITPeIIapaToB.
VIHHOBALIMOHHBIM CTaJI pasfien 1o AuddepeHnnaabHOI AMarHOCTUKE TMXOPaKM IIPY HellpONHPEeKIMAX.

Bropoii Tom ycrioBHO pasjieniéH Ha iBe yacTu. B mepBoii akIjeHT C/ie/laH Ha HEOT/I0KHbIe

COCTOAHMSA TpY HEPOUHPEKINAX — OCHOBHYIO TIPUYMHY JIeTaTbHbIX ucxonos, ¢ pas6o- [PUOBPECTU U30AHUE
POM MX JMarHOCTUKU M TepaIuy, BK/IIOYass 9KCTPAKOPIIOpPaTbHble METONbI FeMOKOPpeK- http://neuroinfbook.ru
nun. PaccMaTpuBaioTCA ATPOTEHHBIE OC/IOKHEHMA — TIO/IMHEBPOIATUH, MIOIIATNM, IHITe-
anonaTuy KpUTMIECKMX COCTOSHUIL. BakHOe MeCTO 3aHMMaeT pasfiel 0 MHTEHCUBHOI
Tepanuu HeliponHQeKINil, U3TTOKEHHBIN 110 OTeYeCTBEHHBIM KIMHNYECKIM peKOMeH/ia-
M. OTHeIbHO IPeNCTaB/IeHbl METOABI AMATHOCTUKI: TMKBOPOTIOIMYecKue, Heiipodu-
3MO/IOTMYeCKIe, Ty4eBble U yIbTpasBykoBble. Ocoboe BHUMAHIE YHAEIEHO IOPAXKEHUIO
HEPBHOII CUCTeMBI IIPM MIKO3aX, TyOepKy/ése, cudumice, a Takxe fuddepeHInaabHOI
IMATHOCTMKE 3K3aHTEM M CYJOPOXKHOTO CMHJPOMA Yy fleTeil. 3HauMTeNbHbIl MHTEPEeC BbI-
3bIBaeT pasfie/l O XPOHMYECKMX HeNPOMH(DEKIVAX C aHaIM30M HIPUYMH XPOHUSALMN U
myTeii eé MuHuMM3anyu. HeoTbeMIeMolt YacThI0 TOMa CTa/I) I7IaBbI 110 BaKIMHOIpodu-
JIAKTMKe U MEIMIHCKOI peabIINTanny JAeTeli-peKOHBaIeCeHTOB. Bropas dacTp Toma
IIOCBALIEHA C/IOXKHBIM KIMHUYECKUM C)Iy‘{a}IM nus3 HpaKTI/IKI/I aBTOpOB, I/I]'I]IIOCTPI/IPYIOIIU/IM
BaKHOCTDb MEX/UCINUIIIMHAPHOTO ITOAX0MA JI/I COBPEMEHHOTO Bpaya.




