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Pecbepar. Ljenb uccnedoeaHusi — NPOAEeMOHCTPUPOBATL 3Tamnbl AVArHOCTUKKN, AnddepeHumansHoro auarHosa um
neyveHnst BUPUIbHON (hOpPMbl BPOXAEHHOW ANCKHYHKLMM KOPbl HAAMOYEYHUKOB, Aeduumnta 21-rmgpokcunasbl y cub-
coB. Mamepuan u memodsl. [NpeacTaBneH KNMHUYECKUIA Cryyaii aapeHoreHnTanbHoro CMHAPOMa Y POAHbLIX cecTep
¢ neboToM B AOLLKONBHOM Bo3pacTe. Pesynibmamabl u ux o6cyxdeHue. Y NepBoi naumMeHTkM B 6 neT aebotnposan
afpeHoreHMTanbHbl CUHAPOM, HO AUArHOCTUPOBAaH ObiN TONBKO B 14 NET, Npy 3TOM NOCTOSAHHOE JleYeHne Havanochk B
18 neT, Korga yxe UMenu MecTo Tskenasi rmnepaHaporeHnst U HU3kopocrnocTb. Npu cbope ceMenHoro aHamHesa Bbl-
SICHUMNOCb, YTO Y CEMUIETHEN MNaZLLIEN CeCTPbI NALUMEHTKN HA4Yanoch NpexaeBpeMeHHOe NonoBoe pasBuTUue ¢ nybapxe
n Tenapxe B 6 net. Mpu reHeTnyeckom obcnenoBaHnM AaHHOM NauMeHTKU Obina NoATBEPXAEHA BUpUIbHas hopma
BPOXOEHHON ANCHYHKLMM KOPbl HAAMOYEYHUKOB, AeddununT 21-rngpokcmnasdbl. BornbHbIM ObINM Ha3Ha4YeHbI Npenaparhbl
TTIIOKOKOPTUKOMAOB, NPY 3TOM KOMMEeHcaLms 3abonesaHuns Obina JOCTUrHyTa TONbKO CNYCTS rof, Nocrne MHMUmaumm Tepa-
MWK B CBSA3M C HU3KOW KOMMIAEHTHOCTbLIO NaUMeHTOK. BbIeoobl. [1ns AOCTUXKEHNS| KOMMNEHCALMM aapeHOreHnTanbHoro
CMHApOMa OT Bpaya TpebyeTcsi YETKOE BbINOMHEHUE KITMHUYECKMX PEKOMEHAALINIA MO NEYEHNIO [LAaHHOMO 3a60neBaHus,
MOTMBALMSA NauneHTa, perynsipHbii KNMHUYECKMIA 1 NabopaTopHbI KOHTPOSb, @ OT NaLMeHTa — HEYKOCHUTENbHOE CO-
ontoieHne pekomMmeHaaunn He TONbKO MO NOXM3HEHHOW Tepanuun, HO 1 Mo COBMNOAEeHNIO NPaBUITbHOO 06pa3sa XXU3HMU.
TonbKo B 3TOM Crlydae MOXXHO OOMTHLCA CTOMKOWM KOMMNEeHcaL M 3a00neBaHus 1 ynyylleHnsi Ka4ecTBa XXU3HU NauneHToB.
Knroyeesie croea: BpoxaeHHas ANCHYHKLMS KOPbl HAANMOYEYHMKOB, BUpUbHas oopma, AedpuunT 21-rugpokcunassi.
Ansi cebinku: CeMelnHbIn cryyvanm BpoXaeHHOM ANCHYHKLMN KOPbl HAANOYEYHNKOB (KnuHudeckun cnyyan) / U.B. Koponb,
J1.A. MBaHoBa, HO.C. KoBaneHko [n gp.] // BeCTHUK COBpPEMEHHON KIMHUYeCcKoW MeanumHbl. — 2021. — T. 14, Bbin. 1. —
C.83-90. DOI: 10.20969/VSKM.2021.14(1).83-90.
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Abstract. Aim. The aim of the study was to demonstrate the stages of diagnosis, differential diagnosis, and treatment
of a virile form of congenital adrenal cortex dysfunction, and 21-hydroxylase deficiency in siblings. Material and
methods. We present a clinical case of adrenogenital syndrome in siblings with a debut in preschool age. Results
and discussion. The first patient had debut of adrenogenital syndrome at the age of 6, but was not diagnosed until the
age of 14, with permanent treatment beginning at age 18, when severe hyperandrogenism and stunting were already
present. A family history check revealed that the patient’s 7-year-old younger sister began premature puberty and
telarche at the age of 6. Genetic testing of this patient confirmed a virile form of congenital dysfunction of the adrenal
cortex, and 21-hydroxylase deficiency. The patients were prescribed glucocorticoids, and compensation of the disease
was achieved only one year after the initiation of the therapy due to the low compliance of the patients. Conclusion.
In order to achieve the compensation of adrenogenital syndrome, a physician is required to strictly follow the clinical
guidelines for the treatment of this disease, as well as patient motivation, regular clinical and laboratory monitoring, and
the patient is required to strictly follow the recommendations not only for lifelong therapy, but also for the maintenance
of a proper lifestyle. Only in this case it is possible to achieve stable compensation of the disease and to improve the
quality of life in the patients.
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B BeAeHue. BpoxaeHHas ANCHYHKUNA KOpbl
HaaNO4Ye4YHVKOB (afpeHOreHnTanbHbI CUHA-
poM) npeacTaensieT cobon 3abonesaHne, B OCHOBE
KOTOPOrO NEXWUT NEePBUYHOE HapyLUeHne cTepouaore-
He3a B KOPKOBOM BellleCcTBe HagnoyYevHukoB. [aHHas
naTtonorus NpuBOAUT K MHOroobpasHbiM meTabonu-
YeCKMM paccTpoMCTBaM W Yalle BCEro nposiBnseTcs
KIMMHUYECKUMU U3MEHEHUAMU XapakTepa U Temna
nonosoro pa3sutusa [1]. Camon pacnpocTpaHeHHOoN
hopmon BPOXKAEHHOW OANCHYHKLMM KOPbl HAAMOYEeYHU-
koB (BOKH) siBnsetca gecmumt 21-rugpokcunassl [2].
B mupoBor nonynsaumm obLas yactoTa Kraccu4eckmx
dopm geduumta 21-rugpokcunasbl cocTaBnseT B
cpegHem 1 cnyyvan Ha 14 199 HoBopoOXAeHHbIX [3, 4].
B Poccuiickon ®egepaumnm B nepuog ¢ 2010 no 2016 r.
YacToTa AaHHOW nmatonoruu coctasuna 1 cnyvan Ha
9638 XMBbIX HOBOPOXOEHHbIX [5].

Tak kak BKH Hacnegyetca no ayTocoMHoO-peLec-
CVYBHOMY TWMY, 8 MyTaHTHbIVA FeH, OTBETCTBEHHbIN 3a
ee pasBuTUE, PELIECCUBHBIN, TO 3aboneBaHne BO3-
HWKaeT NuLb NpU HaNU4uM MyTauum B rOMO3UIOTHOM
cocTosiHuM [6]. Y 6onbHbix BOKH netopoxneHue
ABMSETCA BO3MOXHbIM MPWU YCIOBMM CBOEBPEMEHHON
ONarHoCTMKM 3aboneBaHns U afeKkBaTHOW Tepanuu.
Mpu aTOM BEPOSATHOCTL NOABNEHUSA noTomcTea ¢ BOKH
cocTaensieT 100%, ecnv 1 BTOPOW poanTenb MMEET 3TO
3abonesaHune, n cHmxkaetca oo 50%, ecnu y Hero my-
Taumsi HAXOQUTCS B reTePO3UrOTHOM COCTOSIHUW. Ecrnin

KJIMHWYECKMIA CAYYAIR

BECTHUK COBPEMEHHON KJIWHWYECKON MEAVLINHDI

e BTOpOW poauTenb 340poB, pebeHok poautcs 6e3
BOKH. JeduvumnTt 21-rugpokcmnassl MOXeT pa3BmBaTbCA
W Yy KIMHUYECKN 300POBbIX poAUTENEN, SABNSIOLLMXCS
reTepo3nroTHLIMMN HOCUTENSMU MyTaLMI OTBETCTBEHHO-
ro reHa [7]. MNpw Takom BapnaHTe agpeHoreHnTanbHbI
CUHAPOM MOXET MPOSIBUTLCS Y HECKONbKUX OETEN B
cemMbe, YTO Mbl ¥ AEMOHCTPMPYEM B HaLLEM KMUHUYe-
CKOM HabnogeHuu.

KnuHuyeckoe HabnrogeHue. [esywka /1., 18 ner,
obpartunack Ha kKadeapy 3HAOKPUHOMNOMUN B CEHTSAOpE
2017 r. ¢ »xanobamu Ha HapyLleHMe MEHCTpyaribHOro
uukna (NpoJormKkMTenbHOCTb LUmkna 6onee 35 gHen),
cnabocTb ¥ NOBbILLEHHYH YTOMINSIEMOCTb B YTPEHHEE
BpeMSsi, U3ObITOYHbIV POCT BOMOC Ha Tene, NbICMHY Ha
rorioBe, YrpeByto Cblifb, MOBbILIEHHYO Maccy Tena,
MarieHbKUn POCT.

M3 aHamHe3a 3aboneBaHus BbIACHEHO, YTO B 6 neT
nosiBUNMCb Nybapxe B BUAE €4MHUYHBIX OCTEBbLIX BO-
110C U TEMHbIX BOJIOC Ha roneHsix, npeanneybsix, Hag
BepXHel rybow. [leBoyka Obinia NPOKOHCYNLTUPOBaHa
[EeTCKMM 3HOOKPMHOMOrOM, KOTOPbIA MaTonorui He
BbIsiBUN. B 7 net Havan yBenuumeatbcs Bec. B 9 net
ctanu 6ecnokonTb yrpeBas cbinb U AUddy3HOE Bbl-
nageHne BOIOC Ha roroBe, U3bbITOYHOE OBOMIOCEHME
B BME YEPHbIX OCTEBbIX BOINOC MO BCEMY Teny, yCUnu-
nacb obuias cnaboctb. B aToM Bo3pacTe ctapTtoBano
Tenapxe, a B 10 net meHapxe. MeHcTpyanbHbIN LK
(ML) ycTtaHoBumCS cpasy, HO NPOOOIIKUTENBHOCTb
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ero coctasnsana 6onee 30 gHen. C 10 neT Ha4ana oT-
CTaBaTb B pOCTE MO CpaBHEHMUIO CO cBepCcTHMKamu. C
KaXxabIM rogom NporpeccrMpoBant BbinageHve Bornoc Ha
rornoee, rMpcyTM3M, akHe, NpubaBka mMacchl Tena, npu
3TOM MEHCTPYarnbHbIA LMK coxpaHsncs. B Bo3pacTe
14 net o6pasoBanach fbiChHa B LIEHTPanbHO-TEMEHHOW
YacTu ronoBbl, B CBSI3W C YEM POAUTENN BHOBb 0OpaTu-
nncb K AETCKOMY 3HAOKpuHonory. MNpu obcnegoBaHum
ObINN BbISIBMEHbI 3HAYMTENLHOE YBEMNUYEHNE B CbIBO-
potke 17-OH-nporectepoHa (17-0OI1) go 30,27 Hmonb/n,
pedepeHcHbIn nHtepsan (PN) — 0,4-2,1; obwero
TectoctepoHa (oT) go 1,81 wvr/mn, PU — 0,084-0,481;
nHaekca ceobogHoro tectoctepoHa — 125,1% (PU —
0,8-11); angporeHos — 36,2% (PN — 0,5-7,3). MNpwn
reHeTUYeCKOM UCCneaoBaHUM reHa 21-rmagpokcunasbl
obBHapyxeHbl MyTauum B cniuTHoMm reHe CYP21P/CYP21
B reTepo3nroTHOM cocTosiHuM 1 V281L 7 aK30Ha reHa
CYP21 B roMO3UroTHOM COCTOSHMM (MpW 9TOM MNpo-
BeAEH Mouck Tonbko 8 myTtauun). KocTHeI Bo3pacT
cootBetcTBoBan 19-20 rogam (SDS — 3). Takum 006-
pasom, Obina guarHoctuposaHa BOKH u HasHauyeHo
neveHue (TabneTmpoBaHHbIA TMAPOKOPTU3OH — 20 mr/
CYT, UMNpOTepOH/aTUHUNacTpaguon — 2/0,035 mr/cyr,
umnpotepoHa auetat —10 mr/cyT). Ha cdoHe nedeHus
COCTOSIHME He YNyYLLUNOCh, TaK Kak NauMeHTka 4acTto
nponyckana npuem rntokokoptukongos (MK), a yepes
2 Hen nocne HasHayeHus LMNpoTepoHa aueTarta npe-
KpaTtuna ero npuem m3-3a TOWHOThl. B AanbHenwem Kk
3HOOKPUHOMOry He obpallanuce.

M3 aHaMHe3a XU3HW BbICHEHO, YTO nNaumeHTka J1.
pogunacb OT nepBot 6epeMeHHOCTU, JOHOLUEHHON
(poct 52 cm, Bec 3250 r). Y matepn 6epeMeHHOCTb
HacTynuna cpasy nocrie 3amyxecTBa U npoTekana
6e3 ocobeHHocTen. MNpu poXxaeHUn NpU3HakoB BUPK-
nu3aumm y OeBOYKM He oTMevanochb. B aHamHese oT-
CyTCTBOBanu NpuUCTyMbl, CONPOBOXAaeMble PBOTON 1
anapeen. OxxmagaemMbln reHeTUYECKMI pocT — (16217) cm
(pocT otua — 174 cm, pocT matepu — 154 cm). B cembe
Tpoe AeTeu, POXXAEHHbIX OT O4HOro OTLA U O4HOW Ma-
Tepu: ABe OeBOYKW, ABagLaTU U CEMU FET, Manbynk
natv net. Matb umeeT maneHbkui poct (154 cm) n
oxupeHue Il ctenenn. Y matepu Tenapxe HacTynumo B
9 nert, meHapxe n nybapxe B 11 nert, yposHu 17-0Ol1 un
oT 6binv B HOpMe.

Mpn ocmoTpe naumneHTkn J1. BbIssBNEHbI NPU3HAKK
Bblpa)XeHHOWN aHOPOreH3aBNCMOn AepMonaTum: Tsxe-
NbIA rMpCcyTU3m (rMpcyTHoe Ymcno no wkane deppuma-
Ha—Tonnees — 32 6anna); BynbrapHble akHe Ha nuue,
Lee, rpyau, cnvHe, nnevax; guddysHas anoneuus 3-n
cteneHu no Jliogsury (MakcumarnbHas) B LleHTpanbHO-
TEMEHHOW, 3aTbINOYHON 06nacTsx ¢ opMMpoBaHNEM
NbICVHBI, YTO BbIHY>KAAET OOMbHY HOCUTL NapPVIK; «4ep-
HbIM» aKaHTO3 Ha NOKTHAX, B 06nacTy NoAMbILLIEYHbIX
BnaavH. bonbHas maneHbkoro pocta (152 cm), NoBbI-
LeHHoro nutanus (78 kr), UMT=33,9 kr/m?. MonoyHble
Xenesbl pa3suTbl NpaBuibHO. LLinToBnaHas xenesa He
nameHeHa. [py ocMOTpe CO CTOPOHbI AblXaTenbHOW,
cepaeyHo-cocyaucTomn, NULeBapuTernbHOM CUCTEM
naTonornm He BbISIBINEHO.

Mpn nabopaTopHOM MCCrEAOBaHUN CbIBOPOTKM
06HapyxeHbl HeonpeaenseMblil BbICOKUI ypoBeHb 17-
O (>20 Hr/mMn) n MHOroKpaTHOE NpeBbILLIEHNE HOPMb
ypoBHew aHgporeHoB [oT — 1,81 Hr/mn (PU — 0,084—
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0,481), perngpoanuangpoctepoH (OM3A) — 834,0
(PN —148-407 mkr/gn)]. KopTnaon CbiIBOPOTKM B YTPEH-
Hee BpemMsa cocTaBun 164 Hmonwb/n, 332,5 HMonb/n
(PU — 101-536,7), agpeHOKOPTUKOTPOMHbIA FOPMOH
(AKTT) — 44 nr/mn (PUN — 0—46). MNpoby ¢ cnHakTeHoM
A5s nogTBeEpPXXAeHUsa geduumTta KopTmaorna Mbl He Npo-
BOAMMM B CBA3W C HEJOCTYMHOCTBIO 3TOr0 npenapara.
[aHHbIX O MMHEPAaNOKOPTUKONAHOW HEAOCTATOMHOCTM
He BbISIBMNIEHO [B CbIBOPOTKE peHuH — 20 nmonb/n (PU -
4-31), kanun — 4,8 mmons/n (PU — 3,9-6,1), HaTpun —
129 mmonb/n (PN — 120-140)]. MNpu yneTpa3BykoBOM
nccnegnosarum (Y3W) opraHos manoro ta3a ¢ 2013 no
2017 r. HeOOQHOKPATHO BbISBNANNCH JAaHHbIE O rmnonna-
311 Matku, NONMMKUCTO3HbLIX UBMEHEHUI B SIMMHUKAX HE
obHapy»xeHo.

Takum obpasom, nauneHTke J1. 6bln OKOHYaTENBHO
BbicTaBneH guarHod BOKH, gpedovuunt 21-rugpokcu-
nasbl, NpocTasa BupunbHaa opma B codeTaHun c
oXMpeHneMm | cTenenn, NHCYNMHOPE3NCTEHTHOCTLIO U
HearnkoronbHON XMpoBoW GonesHbio nedeHn. Bonb-
HOWM ObINM Ha3HadeHbl IMIOKOKOPTUKOMAHAsS Tepanus
(rmgpokopTn3oH — 10 mr: 1 Tabn. B 6.00 4, 1/2 Tabn.
B 12.00 4, 1/2 Tabn. B 18.00 4) N aHTMOKCUOAHTHOE,
renaTonpoTeKkTOpHOEe fevyeHne (TMOKTOBasa KucrnoTta —
600 mr/cyT). Yepes mecsL neveHunst Obin pekomeHaoBaH
KOHTPOnb B CbiBOpOTKe yposHen 17-Orl1, oT, AM3A,
rnobynuHa, ceA3biBatoLLero nomnosble ropmoHbl (FCIIN),
obLero kanbLms (C NonpaBKoy Ha anbOyMuH), 3NEKTPO-
NNTOB, MOKO3bI; 06LWMA aHanua moyn (OAM).

Mocne roga neveHns, HECMOTPS Ha NepPUOANYECKOe
NnoBLILLEHNE [03bl TMOPOKOPTM30HA M fgobasneHue k
nevYeHunto gekcameTtasoHa, yposHu 17-Ol n aHgporeHoB
OCTaBanuCb 3HAYUTENbHO MOBbLILLIEHHLIMU, T.e. Nnauu-
eHTKa /1. He bblna koMneHcupoBaHa. Takke B NepBble
MecsLbl Ne4yeHnss oTMe4yanacb HU3Kass KOMMMNaeHT-
HOCTb. TONbKO OTMEHa rMMOPOKOPTU30HA U MOHOTEpanus
[ekcameTta3oHoM B fo3e 1,5 Mr/cyT (QocTurHyta nytem
TUTpauun) npmeena Kk Hopmanuaauum ypoHst 17-0Ol n
aHaporeHoB. [loka3aHo, YTO PUCKM OCITOXHEHWS TTHOKO-
KOPTUKOMAHOM Tepanum yMeHbLLAKTCH Npu ypoBHe 17-
Ol B gnanasoHe OT BEpXHEHOPMaIbHOMO A0 ABYKPaTHO
NMPEBbLILLAIOLLEr0 BEPXHIOK FPaHULy HOPMbI, NO3TOMY
[03a JekcameTasoHa, HECMOTPSA Ha HopManuaauuito
ypoBHs 17-Or1, 6bina ymeHblueHa go 1,25 mr/cyr.

B pesynbrarte rmoKOKOPTUKOMAHOM Tepanun Obino
OOCTUTHYTO CYLLECTBEHHOE yny4lleHne KNMHUYECKOro
COCTOSIHUS MALMEHTKM U CTOMKOTO CHUXXEHUS YPOBHEN
17-Ol n aHaporeHoB A0 LeneBbix 3Ha4YeHuin. Y 6ornb-
HOM mcye3nu xanobbl Ha crnabocTb Y NOBbLILEHHYHO
YyTOMIISEMOCTb, YMEHbLUUIICA TMPCYTU3M Ha nuue,
Lee, nneyax n 6egpax (rMpCyTHOE Yncro ctano — 24);
MOMHOCTBLIO MCYe3na yrpesas Cbifb Ha NuUUe 1 3Haun-
TENbHO YMEHbLUNITACh Ha CMMHE 1 NIieyax, Ho Npu 3TOM
He OblNO AOCTUTHYTO MOSNOXWUTENbHON AUHAMUKA B
nie4YeHnn anoneLmmn; CoKpaTUICa MEHCTPYarbHbIN LUK
[o 27-28 gHen. [MNonoXuTenbHbIM MOMEHTOM SIBUMOCH
OTCYTCTBME TaKMUX OCIOXHEHWA TMHOKOKOPTUKOMAHOM
Tepanuu, Kak rmnepTeH3ns, IMNepPriMKeEMnNs, CHUKEHNE
MUHeparnbHOWM NAOTHOCTU KOCTU. B TO e Bpems Bbinn
[OMarHoCcTMpoBaHbl 4eduumT BuTammHa D 1 runokans-
umemMmsa npy HopmanbHOM YpPOBHE NnapaTMpeoungHoro
rOPMOHA, YTO MOXHO OBBACHUTL AHTAarOHUCTUYECKUM
Bnusiinem 'K 1 ButammHa D Ha abcopbumio Kanbums.
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Hopmokanbunemus 6bina AOCTUrHyTa NPUEMOM ane-
MeHTapHoro kanbums (1000 mr/cyT) Ha NPOTSKEHUN
BCEro nepuoga nedeHud, a gepuunt sutammHa D
ObIn KyNnMpPoBaH NPUEMOM Xonekanbumgepona B 4o3e
7000 ME/cyT Ha npoTsbkeHun 2 mec. Bnocnegcteum
OoTMeYanucb 4YacTble peunamnBbl rMNOBUTaMUHO3a BU-
TamuHa D, 4Tto TpeboBano Bo306HOBMNEHMSA npuema
Nie4yebHbIX 03.

OvHamuka yposHei 17-OlMun oT cbiBOPOTKM Ha hoHe
neveHus nauneHTku /1. npegcraeneHa Ha puc. 1, 2.

BepoartHocTb poxaeHus geten ¢ BOKH B cembe, roe
yXXe ecTb pebeHOoK C TakuM 3aboneBaHem, COCTaBnseT
25% [7]. MNMoatomy 6bINO NpoBeaeHo obcnegoBaHue
mnagwux 6paTa n cecTpbl NauneHTkm J1.

Mpwn akTMBHOM cbope xanob y Mmanes4nka naTn net
(naumeHT C.) gaHHbix 0 BAKH He 6bino BbISIBNEHO.
Marnbs4nk nmen pocTt 1 Bec, COOTBETCTBYIOLLUNA 75-My
nepLEeHTUIIO KPMBbIX POCTa M Beca AaHHOro Bo3pacTta
1 nona. YposeHb 17-Ol cooTBETCTBOBaN HOPMaribHbIM
3HaYeHUAM.

lMpu onpoce geBo4vkM cemun neT (nauueHtka M.)
ObInY BbISIBNEHbI anobbl HA NOBLILEHHbLIE anneTuT K
maccy Tena, obwyto cnabocTtb. MNpu cbope aHamHesa
3ab0oneBaHNst BbISSICHUIOCh, YTO B ABa rofa NosiBUich
«TEMHbIE YCUKNY HaZ BEPXHEN ryGoin U TEMHbIE MYLLUKO-
Bbl€ BOMIOCHI Ha CMMHe, nieyax, NosiCHUYHOM obnacTu.
B 6 net ge6rotnposano nybapxe, B 6,5 neT — Tenapxe.

M3 aHamMHe3a XM3HW BbICHEHO, YTO AeBoYkKa poau-
nacb B CPOK OT BTOpOW 6epemMeHHOCTH (pocT — 52 cMm,
Bec — 3300 r). MNpn poxgeHun y AeBOYKU MPU3HAKOB
BMpMAM3aLmmn, Co CroB MaTepu, He 0TMeYanocs.

Mpn ocmoTpe naumeHTkn M. Ha cnuHe, nnevax, B
NOSICHUYHOM 0bracTn, Hag BEpXHeW rybon obHapyxeH
NOBBLILLEHHbIA POCT TEMHbIX TOHKMX Borioc. bonbHas
NOBLILLIEHHOTO NUTaHus, pocT — 124 cm (50-11 nepueH-
TUNb), BeC — 28 kr (75-1 nepueHTuns), UMT=18,7 kr/m?
(+1,5 SDS). Nonosoe pa3sutne no TaHHep |l cTenenn
(nybapxe — pegkue TeMHble OCTEBbIE BOOCHI, Tenapxe—
OVaMeTp OKONOCOCKOBbIX KPY)KKOB Goree 2 ¢M, COCKM
nanenupytotcs). Co CTOPOHbI AblXaTenbHOW, CepaeYHO-
COCYyAUCTOWN, NULLEBaPUTENBHOW CUCTEM NATOMNOMMM He
BbisiBneHo. Npn obcnenoBannn WMTOBMAHAA enesa
He U3MeHeHa.

Mpn nccnepoBaHMM CbIBOPOTKM naumeHTkn M. B
paHHee yTpeHHee Bpemsi OOHapyXeHbl criegyowmne
nokasartenu: 17-0OlNM >20 Hr/mn, yTo 6onee Yyem B 20 pa3
NpeBbILLAET BEPXHIOK rPaHNLy HOPMbI; aHAPOreHb! (0T,
Or3A, aHgpocTteHanoH) B npegenax PU; koptmson
B pasHble gun — 199,5 umons/n n 11,5 mkr/an (3,7—
19,4 mkr/gn); AKTI — 23 nr/mn; peHuH — 29 nmonb/m;
Kanun — 4,3 Mmonb/n; HaTpu — 135 Mmonb/n; BUTamMuH
D — 21,3 Hr/mn. [MaumeHTke GbiNO NPOBELEHO reHe-
TMYecKoe uccregoBaHve Ofis Movcka MyTauui reHa
21-rngpokcunasbl. beinn obHapyXeHbl geneunst reHa
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B 9k30Hax 1-3 u naToreHHbI BapuaHT Val281Leu B
KOMMayHA-reTepo3nroTHOM coctosHuu. [NpeactaBneHo
3aKNIOYEHNE TEHETUKA: «BbISIBIEHHbLIA MOJEKYSIPHO-
reHeTU4eCKMM METOAOM FeHOTUMN FrOBOPUT B MOMb3y
agpeHOreHNTanbLHOro CMHAPOMay.

Takum o6pasom, y naumeHTkn M., Kak n'y ctapLuen
cecTpbl, 6blna gunarHoctuposaHa BOKH, aedwmunt
21-rmgpokcmnasbl, NpocTas BupunbHas dpopma. bonb-
HOW Oblna HasHaveHa rIIOKOKOPTUKOMAHAA Tepanus
(rmopokopTn3oH — 10 mr: 1/2 Tabn. B 6.00 4, 1/4 Tabn.
B 12.00 4, 1/4 Tabn. B 18.00 4), yTo coctaBmrno 10 mr/m?
nnoLwaan NoBepXHOCTU Tena. YuuTbiBas HeJocTaTou-
HOCTb BUTaMuHa D, k neveHunto 6bin gobaeneH xone-
kanbumdepon (2000 ME/cyT B TeyeHune 1 Mec) nog KoH-
Tponem o6Luero kanbLus (C NoNpaBKkon Ha anbOyMuH)
n/vnu KanbLnMypuH.

B panbHenwem ypoBeHb 17-Ol1 HeogHOKpaTHO
CYLLECTBEHHO MpeBbilan LeneBoe 3HavyeHue, 4To
TpeboBano yBenuyeHns 4o3bl FMAPOKOPTU3OHA KaxKable
3 mec. K HacTosiemy BpeMeHu Jo3a rmapoKopTU3oHa
yBenuyeHa B 2,2 pasa Mo CpaBHEHUIO C UCXOLHOWN,
yTO cocTtaenseT 22,5 mr/cyT. YpOBH/M aHOpPOreHoB Ha
NPOTSKEHUM BCEro nepuoga fevyeHus CoOXpaHsanuch
HU3KOHOPMaIbHbIMMU.

OvHamuka ypoBHs 17-Ol1 cbIBOpOTKM Ha choHe rmto-
KOKOPTUKOMAHOW Tepanum nauneHTkM M. npegcraeneHa
Ha puc. 3.

Takke B AuHaM1Ke COXPaHSIETCS YCKOPEHHOe co3pe-
BaHWe KOCTHOrO BO3pacTa: Ha peHTreHorpaMmMe neBow
KMCTU B 8 neT HabniogaeTcs OKOCTEHEHME cecamo-
BUOHOWN KOCTU NEPBOro NsACTHO-hanaHroBoro cyctaea,
4YTO B HOpMe nosiBrsieTcs k 12 rogam 61uonornyeckoro
BOo3pacTa (puc. 4).

HecmoTpsa Ha oTcyTcTBMre komneHcauun BAKH no
nabopaTopHbIM KPUTEPUSIM M 3HAUUTENBHOE YCKOPEHNEe
CO3peBaHMs KOCTHOMO BO3pacTa, KMMHUYECKM COCTOS-
HWe AeBOYKN 3HAUUTENbHO yny4Lmnocsk. Micyesna cna-
00CTb, HE NPOrpeccupyoT rMpcyTnam v npuaHaky MriP
(coxpaHunach Ta e cteneHb nybapxe n Tenapxe). 3a
2 roga neyexus poct ysenunuuncsa o 134 cm (npupoct
10 cm), 4To cooTBeTCTBYET 50-MY NEPLIEHTUNNIO KPUBOW
pocTa 4N COOTBETCTBYIOLLIEro BO3pacTa 1 nona.

Mpu neveHun poaHbix cectep ¢ BOKH y Hac Bo3-
HUKNWN ONpeaerieHHble TPYAHOCTM Mpu Bepudmrkaumm
dopMbl 3aboneBaHus, a Takke B JOCTUXKEHUN KOMMNEH-

CecamoBuaHasi KOCTb NePBOro
nAcTHO-chanaHroBoro cycrasa

Puc. 4. PeHTreHorpamma neBov KUCTu nauneHtkn M., 8 net

cauuu 3aboneBaHus. Y Mnallen cectpbl, NauneHTKn
M., onpegenexune dopmbl BOKH He BbI3biBano comHe-
HWUIA, TaK Kak BUpuIbHas doopma Obina noaTeepxaeHa
oBHapyxeHneM MyTauui, XapakTepHblX A AaHHOro
3abonesaHus [8]. Bepudukaumsa gnarHosa y ctapLuen
cecTpbl Obina 3aTpygHeHa TeM, Y4TO MyTauuu B reHe
21-rMapokcmnasbl, BbiSIBNEHHbIE Y HEE MPU reHeTnYe-
CKOM mccnegoBaHun, Bbinm xapakTepHbl Ans HeKnaccu-
YecKkon OopMbI, YTO HE COOTBETCTBOBASIO KITMHUYECKOWN
KapTUHe TSXKEenowm runepaHaporeHuun, aenswoLlercs
npuoputeToM knaccmyeckmx doopm BIOKH [9, 10]. Mbl
nonaraem, 4YTo B @aHHOM cry4yae Heobxogumo y4mTbl-
BaTb TOT paKT, YTO NPU reHeTUYECKOM MCCregoBaHNm
reHa 21-rmgpokcunasbl He06Xo0AMMO NPOBOAUTL MOUCK
12 KnaccuM4ecknx MyTauui. Y Halweln nauneHTkn Obin
obcnenoBaH HEMONHbIN CNekTp (8 MyTauwmii), NOSTOMY
CyLLeCTBYyeT BO3MOXXHOCTb MPOMycka MyTaLuin, OTBET-
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CTBEHHbIX 3a pasBuTMe Knaccudecknx cdopm BOKH.
MosToMy Mbl cuuTaem, 4To y naumeHTkn J1. nmeet
MEeCTO BUpUnbHasa opma, Kak U 'y Mnaallen cecTpbl.
Mpwn aTOM OCHOBOMONAraKLLMM B AUarHOCTUKE SBUAach
KNUHW4Yeckasn kaptuHa [9].

CornacHo KIMHNYEeCKUM peKoMeHAaUmsaM, CpeaHas
no3a K npu neyeHnn BOKH coctaensiet 1015 mr/m?
nnoLwaan NoBEPXHOCTW Tena B nepecyeTe Ha rmgpo-
KOPTM30H. Y cTapluen NauneHTKM TONbKO NepeBon,
Ha MOHOTepanui gekcameTa3oHOM MOMOr JOCTUYb
KOMneHcauun 3aboneBaHus, Npu 3TOM Ao3a B nepe-
cyeTe Ha rMOpOKOPTU30H cocTasuna 60 mr/cyT, 4To
3HAUYNTENbHO BbIlLE PEKOMEHAYEMbIX CPeaHUX [03.
Takasi pe3ancTeHTHOCTb K 'K MOXeT 6bITb 00ycrnoBneHa
afeHoOMaTo30M HaAMOYEeYHUKOB U rMnodgunsa, KOTopyto
MOXHO MPeofoneTb TOMbKO NMyTeM Ha3Ha4yeHus Oek-
cameTasoHa. [laHHble, nonyveHHble npy MPT runo-
dusa y naumeHTkm J1., MOryT cBMAeTenscTBoBaTh 06
afeHOMaTo3HbIX U3MEHeHUsIX B runoduse (CMHOPOM
«MyCTOro» TypeLKoro ceasia, HeO4HOPOAHAasA CTPYKTypa
rmnogusa). Takke He06Xo4NUMO MOMHUTBL O BO3MOXHOM
pasBMTUN MNONIMKUCTO3HbBIX N3MEHEHWI B AMYHUKAX MpK
ONUTENbHOW LEeKoMNeHcaunun agpeHoreHnTanbHoro
cungpoma [10, 11].

B HacTosilee Bpems B MMpe OTCYTCTBYHOT YeTkMe
Kputepun komneHcauum BOKH y geten. Cumtaetca
BO3MOXHbIM roBOpUTL O kKoMreHcauun BOKH gaxe npu
BbICOKOM ypoBHe 17-Ofl1, npeBbiwatollem LeneBble
3Ha4YeHns, ecnun y naumeHTa OTCYTCTBYT KITMHUKO-
nabopaTopHble nNpu3Haku runepaHaporeHun [3]. B
WHctutyTe getckon aHaokpuHonormum B 2015 r. pykoBoa-
CTBOBan1Cb CneayrLMmn KpUutepuamm KomneHcaumm
BOKH y oeten: cpegHuii nokasatens 17-Ol1 3a npeaLue-
cTBytowmii rog meHee 50 Hmonb/n (16 Hr/Mn), cpeaHui
ypoBeHb OT MeHee 2 Hr/mMn, NpeBbILIEHNEe KOCTHOMO
BO3pacTta buonornyeckoro He Gornee yem Ha 2 roga,
HOpMarbHblE TEMMbI POCTa, PErYNSAPHbIA MEHCTPYarlb-
HbI umkn [12]. MauneHTka M. Ha poHEe MIOKOKOPTU-
KOWOHOW Tepanuu UMEET HU3KOHOPMaIlbHbIE YPOBHU
aHOpOreHOB M HOpMarsbHble TEMMbI POCTa, OTCYTCTBUE
NpW3HaKoB NPOrpeccMpoBaHns MONOBOro pa3smTus. Ho
YCKOpEHne co3peBaHnsi KOCTHOTO Bo3pacTta Ha 4 roaa B
coyeTaHun ¢ BbICOKUM ypoBHeM 17-Orl1 He no3sonsieTt
cunTaTb 3aborneBaHne KOMMNEHCMPOBAHHbIM 1 TPpebyeT
JarnbHenwero ysenumyeHunsa nossl K.

Ona poctuwxeHns uenesoro ypoHsi 17-Ol1 cbiBopoT-
KN HY>XHO TuTpoBaThb o3y K Tak, 4Tobbl ero ypoBeHb
Obln BblLLE BEPXHEW rPpaHMLbl HOPMbI, HO HE MpeBbILarn
ee Bornee 4eMm B 2 pasa, Tak kak 6onee HU3KMEe YPOBHM
17-OlN accoummnpytoTcs ¢ 6onblLUen HacTOTON OCIOXHE-
HUI. [03TOMY BaXKHOM U CHIOXHOW 3aayen aBnsieTcs
noabop Takon go3bl K, koTopasi obecneymBana Obl
HUBENUPOBAHWE NMPU3HAKOB rMNepaHapoOreHnn n He
npusoamnna bl K MEANKAMEHTO3HOMY TMMNEPKOPTU-
unsmy. MocnegcTeusaMmn cynpadunanonormieckmx o3
'K saBnsetcs nobiweHue VIMT, koTopoe, Mo AaHHbIM
MHOMOYUCIEHHBLIX UCcneaoBaHuin, HabnogaeTca BHe
3aBucMMocTn ot popmbl BKH, onutensHocTn npnema
n posbl K [13]. MNMpu nccneposannn geten ¢ BOKH,
nmMerowmnx nepenos3nposky K, BmecTe ¢ noBbIeHN-
em VIMT Habntoganocb Gonee paHHee HacTynneHue
«BECOBOr0O puKoOLLIEeTa», KOTOPOe XapaKTepu3oBasnocb

KJIMHWYECKMIA CAYYAIR

BECTHUK COBPEMEHHON KJIWHWYECKON MEAVLINHDI

CKa4KoM NOBbILLEHNS Beca Nocne paHee npeawecTsy-
IOLLIEro CHIMKEHUSA BeCa B TeHeHNe HeCcKomnbkumx net. Kak
Mbl yKa3sbiBanu Bbille, 06e NaunMeHTKn UMET oXunpe-
Hue. Hy>XHO OTMeTUTb, YTO y CTapLuen CecTpbl OHO
yXe npegLuecTsoBano HasHadeHuto K, npu aTom Mbl
He MOoyYMnu CyLLeCTBEHHON NpmbaBkn Beca Ha hoHe
Tepanuu. Ho Mbl Takke U He CHU3WUNK BEC, HECMOTPS
Ha pekoMeHZaLum No N3MeHeHUo obpasa >XU3HU 1 Ha-
3Ha4yeHns apMakoTepanum OXMpeHUs npenapatamm
TMOKTOBOW KMUCMOTbI U BNocneactsmMm cubytpamuHa.
Y MnagLwen cecTpbl 3a BpeMSA NeyYeHUs1 Npom3oLLo
3HauMMoe yBenmyeHune Beca 8o 40 kr (npubaska 12 kr)
n MT po 22,7 kr/M?, 4To cTano cooTBETCTBOBATbL OXU-
penuto | ctenenn (+2,1 SDS).

Ha Haw B3rmsag, HeaddPEKTUBHOCTb JTIEYEHUSA OXU-
peHus 6bina obycrnoBrieHa HECKONMbKUMW NMPUYMHaAMU:
1) HU3kaa mMoTMBaumsa nauyneHTok. CornacHo AaHHbIM
MUPOBOW NUTepaTypbl, y 6onbHbix BOKH nmetoT mecto
N3MEHEHWSI HEPBHO-NCUXMYECKON cdpepbl 1 HopMUpPOo-
BaHWe «NaToforM4eCckon pa3BuUTON NIMYHOCTUY». Y Ha-
LUMX NaumneHToK, HaobopoT, Bcerga 0TMevanocb Xopo-
Luee HaCcTpoeHune, OTCYyTCTBOBaNu AenpeccuBHbIe pac-
cTpoicTea. CTapLuyto naumneHTKy He 6ecrnokonnm Habop
Beca, anoneuuns n rupcytmam. [oatomy naumeHTkn He
cTapanuncb CHU3UTL BeC, He cobniogany pekomeHgaumm
no MUTaHWUO, eNW Crnagkue W XuUpHble bnoga, nMenu
nosgHve npvembl NULLK; 2) reHeTudeckasi npegpacno-
NOXEHHOCTb K u3nuwHemy Becy. Bce B cembe (Matb,
oTeu, Mnagwwuin 6part, 6abyLkn U gegyLwkmi) UMeT
B TOW WUIM MHOW CTEMEHWU BbIPAXXEHHOCTU OXUPEHWE;
3) npuem cynpadumsmonormyHbix o3 K, koTopble cno-
cobcTtBoBanu passutuio VP 1 npubaske Beca. Takum
obpasom, n3bexatb HexenatenbHon npubaBku Beca
y naumeHToB npu nedeHmn BOKH moxHO Tonbko npu
CTpOrom cobniofeHnmn pekoMmeHaaLmmn No NpaBmbHOMY
06pa3y xn3Hu (auetotepanus + msnyeckas Harpyska)
1 Ha3Ha4YeHun chapmakoTepanuu.

BbiBoabl. [1pn npeacrtaBneHUn JaHHOMO KAWHU-
YecKoro cnyyas Mbl XOTe€Nnu NPOAEMOHCTPUMPOBATh,
YTO B MpaKTUKe Bpava MOXET BO3HUKHYTb CITOXXHOCTb
Bepudukauumn dopmbl geduumrta 21-rugpokcunassi.
B Hawewm npumepe y cTapLien naumeHTKn He COOTBET-
CTBOBaria TSKeCTb KIMHUYECKOW KapTWHbI NOMYyYeHHbIM
pesynbrataM reHeTU4ecKoro mccregosaHud. Ha Haw
B3NS4, Bpay AOMKEH PyKOBOACTBOBATLCS, B MEPBYIO
ovepedb, KIMMHUKOW BOMbHOro, Tak Kak MOryT UMEeTb
MecTo nabopaTopHble apTedakTbl UM HEAOCTYMNHOCTb
nonHoro o6bema nccnenoBaHuin U3-3a OrpaHuyeHUs
TEXHUYECKOW BO3MOXHOCTIN KOHKPETHON naboparopum.
[nsa gocTmkeHnsa KoMneHcaumm agpeHoreHMTanbHoro
CcMHOpOMa HeobxoauMo A0BUBATLCS YETKOTO BbIMOSHEe-
HUSA Ha3Ha4YeHHOro NeYyeHns, NPoOBOAUTL pPerynsipHbie
OCMOTPbI NaumMeHToB. [JocTuxeHue LeneBbiX 3Have-
HUM ypoBHel 17-0l1, obwero TectoctepoHa, OM9A
aBnseTca obasaTtenbHbIM. [1py 3TOM NauneHT OOMKeH
HEeYKOCHUTENbLHO cobniogate pekoMeHaauuyn Bpaya
He TONbKO MO MOXW3HEHHOMY MpMEeMy npenaparos,
HO U1 MO CTPOroMy cobnoaeHVo NpaBubHOro obpasa
Xn3Hu. MaumeHTtsl ¢ BOKH moryT nponyckatb npuem
rMIOKOKOPTUKONOOB U HE CO3HaBaTbCs B 3TOM. 3ano-
O03pUTb TaKyr CUTyaLMo MOXHO NpW AeKoMMneHcaumm
3aboneBaHNst Ha )oHe [A03bl MMHKOKOPTMKOMAO0B, Ha-
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MHOro ﬂpeBbILIJa}OLIJ,eIZ cpegHne pekomMmeHayemble 00-
31POBKN. I'IpM CcOoONAeHNN BCEX Ha3BaHHbIX ycnosvu7|
MOXHO LOOUTBLCS CTOMKON KOMNEeHcauuy 3abonesaHuns
N ynyyueHna Ka4yecTtBa XXU3HU NauneHToB.

lpo3payHocmb uccnedoeaHusi. MiccnedosaHue He

UMEITO CrIoHCOPCKOU MoAAepPXKU. ABMOPLI HECYM MOIHYH
omeemcmeeHHOCMb 3a rpedocmasieHue OKoHYamerb-
Hol eepcuu pyKonucu 8 nevyame.

Heknapauyusi o ¢puHaHcoebIx u Apya2ux e3aumMo-

omHoweHusix. Bce asmopbl npuHumanu yyacmue 8
paspabomke koHuenuuu, du3aliHa uccrnedoeaHusi U 8
HanucaHuu pykonucu. OKOH4YamerbHasi 8epCusi pyKornucu
bbina 00obpeHa scemu asmopamu. ABmMopbI He rnory4danu
20Hopap 3a uccredosaHue.
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