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yHUBepcuTeT, MUHCK

Bposkiennas auchyHKIMs KOPbI HAAMOYEYHUKOB — 9TO IPYIIIIA 3a00JI€BAHNUIT ¢ Ay TOCOMHO-PEIIECCUBHBIM TUIIOM HACJIEN0BA-
HH, B OCHOBE KOTOPBIX JIEKUT AeheKT 0JiHOrO n3 hepMEHTOB, y4aCTBYIOIINX B CHHTE3¢ KOPTHU30J1a U asboctepona. JJo 90—95 %
Bcex (hOpM BPOKIACHHOH AUCHYHKIMU KOPBI HAAMOYEYHUKOB MPUXOAUTCS Ha Aedurmt 21-ruapokcuiassl. MzsectHo Gosee
140 myTanuii, BeI3bIBaOMNX AehuiuT 21-rHapoKcniasbl, KOTOpble 06YCAOBINBAIOT PA3HYIO CTETEHb HAPYIIEHNST aKTHBHOCTH
depmenta u eHoTHnMYeCKe 0COOEHHOCTH TAlMEHTA. B HACTOsIIIee BPEMsI TIPE/ICTABIISIETCS IEPCIIEKTHBHBIM U3yYeHUE CBS3U
(beHoTHIA ¥ TEHOTHIIA TTPU BPOXKAEHHOIT UCHYHKIIMI KOPBI HAAMIOYEIHIKOB. B cTaThe IpecTaBieHo cobcTBEHHOe HAOIIOeH e
pasubix (OPM BPOKICHHOM AUCHYHKIMU KOPbI HAJANOYECYHUKOB Y CUOCOB Ha (hOHE MACHTUYHBIX MY TAIMIA.

KmoueBbie cioBa: jieti, BposkieHHas UCHYHKINS KOPBI HA/IIOYeTHNKOB, COIBTepsIoNast hopMa, IpoCcTast BUpnbHast hopma,

MyTaluu.

poskIeHHAsT TUCHYHKIIUST KOPBI HAMIIOUEUHUKOB
(BAKH) — aro rpymma 3abojieBaHuil ¢ ayTo-
COMHO-PEIECCUBHBIM TUIIOM HACJIEIOBAHUS, B OCHOBE
KOTOPBIX JIEXKUT JieheKT 0/IHOrO U3 (hepMEHTOB, yda-
CTBYIOIIUX B CHUHTE3€ KOPTU30JIA U AJIbJIOCTEPOHA
[12]. 1o 90—95 % Bcex dopm BJIKH npuxomaurces na
nedurut 21-rupoKcuiassl.
len 21-rupokcusasbl PacioyioKeH Ha KOPOTKOM
mieyve mectoit xpomocombl (6p21.3) B cocTae rias-
HOTO KoMmiuiekca rucrocoBMmectumoctn HLA (hu-
man leucocyte antigen) III kmacca [4]. On upen-
craBieH akTuBHBIM TeHoM CYP21A2 u 1iceBrorenom
CYP21A1P, pacniosiokeHHBIME Ha PACCTOSHIHT OKOJIO
30 k6 apyr ot apyra [5]. Jlokyc HLA Taxxe comep-
SKUT TeHbl YeTBEPTOr0 KOMIIOHEHTA KOMILJIEMEHTA
C4B u C4A, RP1 (koaupyeT cepuH-TPEOHUH TIPOTE-
nnkuHazy), TNXB (ren teHacimaa X — MaTpUKCHO-
ro Gesika), nceprorersl RP2 u TNXA [2] (puc. 1).
CYP21A1P na 98 % wunentuuen CYP21A2, no
COJIEPIKUT Psifi MYTaIuil, KOTOPbIe [eJIAI0T HEBO3-
MOJKHBIM IPOIECC CUYUTHIBAHUS WUHGPOPMAUKM HA

marpuunyio PHK [11]. PekoMOMHAIINT MEXKTY aKTHB-
HBIM U HEAKTHBHBIM F€HAMU ITPOUCXOISIT TP 00paso-
BaHWUM TeTesib B JiMHelHbIX yyactkax /JHK xpowmo-
com. Korma CYP21A2 u CYP2A1P oxassiBaioTcs
PACIIOTIOKEHHBIMU JIPYT HAIPOTUB J[PYTa, BO3MOKCH
00OMEH reHeTHYECKOTO MaTepuajia MKy HUMu (KOH-
BEpCHsT) WU TTOTePd yYaCTKOB FeHOB HA OJHON XPO-
MocoMe (JieJiertust) u LyOJIuKaius Ha Bropoid. B Hopme
MyTaluu reHoB B Jokyce HLA cospaior MHoroobpa-
3Ue WX AJIeJbHBIX (DOPM ¥ OTPEAEISIOT TOJUMOP-
(u3M aHTUTEHOB TJIABHOTO KOMILJIEKCA THCTOCOBMEC-
tumoctu. CYP21A2 cTaHOBUTCS MTACCUBHBIM YYaCTHU-
KOM 3TOTO IPOIecca, TaKk KaK PACIIONOKEH PSIOM C
gokycom HLA. Mytammu rena 21-Tujpoxcusasbi
BiJovator jiesieninn (10 %), mukpokonsepcun (75 %)
n Makpokonsepceruu (10 %), npumepHo 5 % MyTtanuii
mnpoucxonsat B camom CYP21A2 [4, 17]. Ouu 0byc-
JIOBJIMBAIOT PA3HYIO CTEIIEHb HAPYNIEHUS aKTUBHOC-
T (pepMeHTa, KIMHUIECKYI BBIPAKEHHOCTDH 3a00-
JieBaHUs U (DEHOTHUITHYECKIE OCOOEHHOCTH TTAI[EHTA
(puc. 2). UzBectHo GoJiee 140 MyTaiiuii, BhI3bIBAOIINX
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RP1 C4A TNXA RP2 C4B TNXB

30 kb

Puc. 1. Cxema AoKyca rAaBHOTO KOMIAEKCA F'MCTOCOBMeC-
TumocTu 1l kaacca B 6p21.3 [7]

geduut 21-rugpokcuiasbl, ¢ AecATbio Hambosee
pacrpocTpaHeHHbIMU U3 HUX CcBsi3aHbl 95 % ciydaen
3abosieBanus 8, 11].

[To pesyabrataM MacIITaOHOTO HCCJENOBAHUS
M.IL. New u coaBt. (2013) ycTaHoBJieHO, 4TO TIpsIMast
KOppeJistiius MeKIy (eHOTUIIOM u renoturiom y 1507
yenosek ¢ BKH nabioganack mpu mexee yem 50 %
BbIsIBJIEHHBIX TeHOTHUIOB (21 u3 45) [9]. HeBbicokyio
MPEICKA3yeMOCTh TSKECTH 3a00JIeBaHUST YACTHYHO
MOKHO OOBSICHUTD IPUMEHSIEMBIMU METOAME MOJIe-
KYJISIDHOU JIMarHOCTUKY: HAMOOJIee YacTO UCIIOJb3Y-
eTcsl ajuiesib-crerududeckas MoJuMepa3Hast erHast
peakius [Jist HauboJiee PaCpOCTPAHEHHBIX MY AU,
ITO He UCKIIIOYAET HAJIUYKE [PYTUX TeHHbIX HAPYIIIe-
HUil, CIIOCOOHBIX BJIUSTH Ha (DEHOTHUIl TAI[MEHTOB.
Omnpejesierre BUa MyTalluu IO3BOJISIET ¢ OOJIbIIEN
TOYHOCTBIO CIIPOTHO3UPOBATH CTEIIEHD TSIKECTU COJIb-
TEPSIIONIEro CUHAPOMA, YeM BBIPAKEHHOCTb BUPUIIU-
3a1uu. JTO CBSI3AHO C BJIUSHUEM MHOTOYMCJEHHBIX
reHeTuyeckux (HaKkTOPOB, PEryJUPYIONUX CUHTE3
AHJIPOTEHOB U YyBCTBUTEIBHOCTD K HUM [13].

BepoaTtHocTh poskaeHuss GOTBHOTO pebeHka B
ceMbe, re 00a POAUTENH SIBJISIIOTCS TETEPO3UTOT-
HBIMU HOCUTEJISIMU TTATOJOTUYECKOTO TeHa, COCTABJIS-

Large Del/
e Large Conv (32 %)

eT 25 %. BoIbIIMHCTBO AllNEHTOB UMEIOT COUeTaHue
JIBYX Pa3HbIX MyTaHTHBIX ajuieseil. [Ipumepno B 1 %
cJIlydaeB MyTally BOZHMKAIOT de novo, To ectb y 1 %
IPOOAHIOB TOJIBKO OJIMH POJUTEID SIBJISIETCS HOCUTE-
sem fiedekTHOTO TeHa [12].

Huskuii ypoBeHb KOPTU30JIa Y TIJIO/IA TI0 MEXAHU3-
MY OTPHIATEJIbHOI OOPAaTHOM CBSA3M CTUMYJIMPYET
CEKPETHIO aJIPEHOKOPTUKOTPOITHOTO TopMona (AKTT).
Boicokuit ypoBeub AKTI mpuBosuT K yCHIEHUIO
AKCIIPECCUN TEHOB CTEPOUJIIPOAYIUpYIONUX hep-
MEHTOB U HAKOIUJICHUIO CTEPOUIOB, CUHTE3 KOTOPBIX
He 3aBUCUT OT IMJIPOKCUJIMPOBaHUs B 21-M mosoxe-
Huu. B pesynbrare 0O6pasyOTCs MPEAIIeCTBEHHUKY
AH/IPOTEHOB JUTHIpoananpoctepoH (JITDA) u anapo-
crerinon. OHKM CIOCOGHBI MeTaboNU3UPOBATHC B
nepuepruuecKuX TKAHAX B TECTOCTEPOH U TUTHIIPO-
TectocTepoH [12].

Y TI010B MYZKCKOTO TOJIa SUYKU TTPOLYITUPYIOT
60JIBIIIOE KOJIMYECTBO aHPOTEHOB B PAHHUIT U CPe/l-
HUH Tiepuoab! rectaruu. [loaTtomy UxX AOMOJTHUTETD-
Hoe 0o0OpasoBaHMEe HAMOYEUYHHKAMU He OKa3bIBaeT
3HAUUTEJNBbHOTO BAUAHUSA Ha (HEHOTUN. Y TJIOM0B
JKEHCKOTO TI0JIa TIOBBIIEHUE YPOBHS HAJIIOYEYHU-
KOBBIX aH/IPOT€HOB BbI3bIBACT BUPHUIM3AINIO HAPYXK-
HBIX MOJIOBBIX opranoB [14]. Ilpu atom geBoYKH
UMEIOT HOPMAJIbHO Pa3BUTbIC SUYHUKHU, MATKY, (hai-
JstoniueBbl TPyOBI [12].

B 3aBucuMOCTH OT CTeneHn BBIPAKEHHOCTH Jlehu-
nuta 21-TuAPOKCUNIasbl BBIIEJSAIOT COJIBTEPSIONIYIO,
BUPHUJIbHYIO U Hekaaccudeckyio BJAKH [5].

Coursrepsitotiiast popma HabJIFOAETCS IPU TIOJTHON
norepe akTUBHOCTH (hepmenTa. [l Hee XapakTepHO
coueTaHue TJIIOKOKOPTUKOUIHOW, MUHEPATOKOPTH-
KOU/THON HEJJOCTATOYHOCTH 1 BUPUIIBHOTO CUHIPOMA.
B pesyiabrare cHukenus peabcopOIUM IIOYKaMU
MOHOB HATPUSA M YCUJICHUS — KaJusg BOZHUKACT BbI-
paskeHHAd TMIIOHATPUEMUS, TUTIEPKATMEMHUS, AI[UI03.
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Puc. 2. OcHoBHble MyTaluH, NpUBoAsiLLME K AepUUMTY 21-TMAPOKCHMAA3SHI, M XapaKTepHble AAst HUX dpeHoTUIbI [8]
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ITO COMPOBOKIAETCS TUMOTEH3UEl, IMIOKOM, Cep-
JIEYHO-COCYTUCTBIM KOJUIATICOM U MOJKET HPUBOIUTH
K JIETAJIbBHOMY UCXO[Y TIPU OTCYTCTBUU A€KBATHOTO
JiedeHus1 B Mepuoji HOBOPOKaeHHOCTH. CoJbrepsiio-
[Me KPU3bl Pa3BUBAIOTCS OOBIYHO Ha 2—3 Heesx
xu3an [12].

[Ipocrass BupuibHas ¢Gopma BO3HUKAET IIPU
MeHee BbBIPAKEHHBIX HAPYIIEHUSIX aKTUBHOCTHU
21-rugpokcuiaspl. JeBOUKM PoOKAAOTCA B OUCEK-
CyaJibHBIMU reHuTaTusAMu. [l HOBOPOKIEHHBIX
MaJIbYUKOB XapPAKTEPHO yBeJIUYeHUe pPa3MepPoB
[I0JIOBOTO UJieHa, MUTMEHTAusd KOXH MOIIOHKH. K
BO3pacTty 3—7 JieT y MaJbuUKOB OTMEYAETCS POCT
BOJIOC Ha JIOOKe, JIUIie, IO MbIIKaMu, akHe. O6beM
sImYeK ocraetcs gomybepraTHbiM (MeHee 4 cm?) [14].
[leTn BHe 3aBUCUMOCTHU OT II0Jia UMEIOT BBICOKHE
TEMIThl (DU3UYECKOTO PA3BUTHI, HO U3-32 PAHHETO
3aKPBITUST 30H POCTA KOHEYHBIH POCT He NOCTUTAET
rereruyeckoro [10].

Jnarnoctuxa B/JIKH ocHoBbIBaeTcs Ha aMOUCEK-
CYaJbHOM CTPOEHUU HAPY/KHBIX TeHUTAIUl y Je-
BOUEK, COJIBTEPSIIONINX BMHU30/[aXx y OOOUX II0JIOB,
BBICOKOU CKOPOCTHU POCTA W BUPUJIUBANUU Y MATbUH-
KOB. XapaKTepHO MOBBINICHNE YPOBHS 17-TUapOKCH-
mporecrepona B kpoBu [5]. /st Bepudukaiu quar-
HO3a TIPOBOMSAT MOJIEKYJISIPHO-TeHETUYEeCKOe UCCIIe-
nosanue [15].

3amecTtutesnbnyio teparmio npu B/IKH B nercxom
BO3pacTe IMPOBOMST C I[€JIBI0 BOCCTAHOBJIEHUS Ji€-
(bunuta KOPTUKOCTEPOUIOB, YCTPAHEHUSI TTOBBIIIEH-
HOU CeKperunu KOPTUKOTPOIUH-PUIUIUHT-TOPMOHA 1
AKTT u crumysisiiuu UMy HAAIIOYEIHIKOB, OIITUMU-
3al[iK POCTA MAIIMEHTOB, 00eCTIeYeHUsT HOPMAIHLHOTO
[IOJIOBOTO PA3BUTHUS U MOTEHIIMAIBHON (hepTHibHOC-
Tu. B nepuos HOBOPOKIEHHOCTH U PAHHEM IE€TCKOM
BO3pacTe IMPErnapaToM BbIOOPA SIBJSIETCST THIPOKOP-
TH30H. BeceM mammentam ¢ cosbTepsiolnieit ¢hopmoii
B/IKH nasnavatoT MuHEpasoKopTukons — (uyapo-
KOpTHU30Ha areTar [6].

B Hacrostiiee Bpemst B 6osiee uem 30 cTpaHax Mupa
BHEJIDEHBI [POrPAMMbI HEOHATAJIbHOTO CKPUHITHTA
B/IKH. On 1mo3BossieT CBOEBPEMEHHO IUATHOCTHPO-
BaTh BUPUIBHYIO (hOpMY 3a00JI€BaHUS Y MAIbYUKOB,
MPEIOTBPATUTD OMIMOKU OMPEIeIEHUsI TTACIIOPTHOTO
[10JIa Y JIEBOYEK U PA3BUTHUE COJIBTEPSIONINX KPU3OB Y
oboux 1oJioB [ 16].

B besapycu BJIKH He BkilOYeHa B TIepedeHb
HACJIeICTBEHHBIX 3a00JIeBaHtil, OoIeKaImMX 00g93a-
TEJIbHOMY HEOHATAJTbHOMY CKPUHUHTY. B cBsizu ¢
9TUM BCTPEYAIOTCSI CIAYYau IMO3JHEN JIMarHOCTUKU
3ab0sieBaHUs, 0COOEHHO Y MAJIbUYUKOB,

[TpuBoauM cobcTBeHHOE HabJI0eHUEe CeMEHHOro
ciyuast BIIKH y Gpara u cecTpsl.

Iesouka A., 1 mec (19.12.2016 1. p.), KIUHUYECKII
JIIATHO3: BPOKIAEeHHAS AUCHYHKIIUS KOPBI HAIIOUEY-
HUKOB, cojibrepstiomast opma. V3 anamuesa: pebe-
HOK OT BTOPOI GEPEMEHHOCTH, BTOPBIX POJIOB. PojIbI B
cpoke 261 nenb, 6e3 ocobeHHocTel. [IeBouka poau-
JIACh € OTIEHKOM 110 TKasie Anrap 8/8 6anios, Maccoit
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tesa 3290 1, poctom 53 cM. Co BTOPBIX CYTOK KU3HU
oT™Mevan CyOUKTEPUYHOCTH KOKHBIX MOKPOBOB,
npoBoAMIN (HOTOTEPAINIO, NH(PY3UOHHYIO TEPATIHIO.
Ha7-e cyTkum KM3HU B CBSI3U C COXPaHSIIOIIUMCS
SKEJITYIIHBIM CUHIPOMOM /Ui TATThHEUIIETo JieueHus
JieBouKa Obliia rnepesezeHa B JoMebeKkylo 06/1acTHYIO
JETCKYIO0 KIMHUIECKYIO OOTbHHUILY.

ITpu mocTyrieHny cocTosiHNE PebEHKA CPeHETsI-
JKeJIoe 3a CYeT JKeJITYITHOro cuHapoMa. [1pu ocmoTpe
oTMeYeHa TutepTpodusd KIUTOpa. YUuThiBas (eHo-
TUIIMYECKUE OCOOEHHOCTU PA3BUTHUSI, C IENBIO HCKITO-
uyenust BJIKH peGeHOK MoJIydnsi KOHCYJIbTAIlMY THHE-
KOJIOTa, HAOKPUHOJIOTA, TeHeTnKa. [Ipn kaprotumnu-
POBAaHUN yCTAaHOBJIEH HOPMAJIbHBIA KEHCKUH Kapuo-
tui 46 XX,

ITpu 1abOPaTOPHOM UCCJEIOBAHUU KPOBU OTMe-
venpl runepkanuemus (kauuit 6,1 u 6,55 MMOJIb /I,
nopma 3,1—5,1 MMouib/71), runoHarpueMust (HaTPUil
131,4 mmostn/J1, HOpMa  132—146 Mmouin/i), THepOu-
mupy6unemust (06mumii Gwnpyoun 146,3 MKMOJIb /11,
HOpMa MeHee 23 MKMOJib/J1). s yTouHeHus mauar-
HO3a MPOBEJEHO TOPMOHAJIBbHOE OOC/e0BaHuE, 110
pes3yJbTaraM KOTOPOTO BbISIBJIEHO TIOBBIIIEHUE YPOB-
Heil 17-rugpokcurnporecrepona (6osee 20 Hr/mui,
vopma g0 20 ur/mu) u JAT9A (989,8 mxmosn /i,
Hopma 8,8—317,3 MKMOJIb/JT); TUIOKOPTU30JEMUS
(xoptuzoia 69,6 umosb /i, nopma 101—535 umouib/ ).
IMokasaTesqu THPEOUHOTO CTaTyca ObUIA B HOPME:
tupeorporubiii ropmon (TTI) — 5,5 MME/mn
(nopma 10 7 MME /mun), cBoGOaHBII TrpOKCHH (cBTY)
14,9 nimonb /1 (Hopma 11—22 nimosib /7).

[Ipn msyyenun mpodusigd apTeprajbHOTO JaBJie-
HUS OTMEYEHO, YTO MOKA3aTeau HAaXOAWJIUCDh B TIpe-
Jle1ax BO3PaCcTHON HOPMBI.

Hannvie uncmpymenmanviozo oociredosanus. Y 3V
opranoB Masioro tasza: Matka — 14x15%x10 mm, mpa-
BBl AUYHUK — 9X7 MM, JIEBBIII AMYHUK — 8X5 MM.
3aKJroueHue: pa3Mepbl MAaTKH, SMYHUKOB COOTBET-
CTBYIOT BO3pacTHOI HOpMe. Y 3U movek u Hamovyey-
HUKOB: IIPaBbIi HA/AMOUeYHUK — 7x12 MM, JieBbIil He
Busyasusupyercs. Y 3V opraHoB OpIOIIHOI M0J0CTH
6€3 TaToJIOTHH.

YuuTbiBasg BO3pacT, B KOTOPOM TIPOU3OIILTIA MAaHU-
(decranus 3aboseBanus, GeHOTUIINYECKHE 0COOEH-
HocTu (OUCEKCYabHOE CTPOEHUE HAPYKHBIX TTOJIOBBIX
OPraHoB), JIaHHbIE GHOXUMUYECKOTO ¥ TOPMOHAIBHO-
ro obcrenoBaHust (TUIEPKAIUEMUST W TUIIOHATPUE-
MU, BBICOKHI ypOBeHb 17-TUAPOKCUIIPOTECTEPOHA,
JATSA, runokoprusoemus), ObLI BbICTABJIEH JUar-
HO3 <«BpOKIeHHAd AUCGHYHKIINS KOPbl HAIIOYCUHU-
KOB, coJisTepsronias (popmas.

JleBouKke Oblila HA3HAYEHA 3AMECTUTEIBHASI TOPMO-
HAJIbHAST TEPAINsI IPEIHIU30J0HOM B 103e 15 MT/cyT
BHYTPUBEHHO U (DIIyZIPOKOPTU30HOM B CyTOYHON /103€
0,1 mr. Ha ¢one Tepamuu ypoBHHU 3JIEKTPOJUTOB
KPOBU HOPMAJIM30BAJHCh.

[lns yTouHEeHUs AMarHo3a M KOPPEKIUU JieUeHUs
B Bo3pacte 3 Hejelb pebGeHOK ObLl IMepeBejieH B
Pecry6imkancKuil IeTCKHiT 9HIOKPUHOJIOTMYECKUI

47



YKPATHCbKMM )KYPHAA AUTAYOT EHAOKPUHOAOTIT

H.B. BoAkoBa Ta cniBasT.

N¢ 2 2017

HeHTp Ha 6Gase BTopoil ropojckoil AeTCKOi KIMHU-
yeckoil 6obpHUIBI T. MUHCKA.

[Ipn noctymnseHun coCTOsSIHUE Cpe/lHell TSKeCTH.
Macca Ttema 3820 T npu goskencrByiomein 3890 r.
[Ipu ocMOTpe HAPYKHBIX TIOJIOBBIX OPTAHOB OTMEYEHBI
e/IMHOE YPOTEHUTAJIBHOE OTBEpPCTHE, TUIepTpodus
kantopa. CrereHb BUPUJIU3AIUKA COOTBETCTBOBAJIA
III cragnu o mikase IIpazgepa.

[Ipu mpoBezieHNM TOPMOHAJIBHOTO AHAJIM3A KPO-
BU BBISBJICHO COXPAaHEHUE TOBBIINICHUS YPOBHSA
17-runpokcurnporecrepona (811 Hr/mi, HOpMa MeHee
2 HT/MJT).

JleBouka Obliia MepeBejieHa Ha TEPAIIO THPOKOP-
TU30HOM 110 cxeme 5 MT B 8.00, 2,5 mr B 14.00, 2,5 Mr B
20.00 (cyrounas mosa 41,7 mr/m?), dayapoxopTuso-
mom 1o 0,05 mr 2 paza B cyrku. CyTounast 103a THAPO-
KopTHU30oHa OblLia cHyzkeHa 10 30 Mr/m2 satem 710
24 Mr/m?%. YUUTBIBag COXPaHSABINYIOCS THIIEpKaJne-
MUIO, 103y (HJIyIPOKOPTU30HA TIOCTETIEHHO YBEJIUYU-
g o 0,15 mr/cyT.

Ha done npoBoanMoro JjedeHus OTMEYEHA I10-
JIOXKUTENbHAS THHAMIKA TTOKa3aresiell OMoXumMmdec-
KOro aHajm3a KpoBu (Kaauil 5,8 MMOJIb/JI, HATPUIL
140 mmouib/ 1), Mmacest Tesa (4060 T mpu 10/KEHCTBY -
tomeit 4090 r). Ob1iee cocrosgHe KOMIIEHCHUPOBAHO.
Jl1a paspHeliiero JedyeHns eBouKa Oblla BbIITICAHA
Ha aMOYJIATOPHBII 9TATI 10 MECTY JKUTETHCTBA C PEKO-
MEH/IAIUAMEU CHUKEHUS CYTOYHOU JI03bI THIPOKOP-
TH30HA M0 TeJeBbIX 3HaveHuin 10—15 mr/m? mox
KOHTPOJIEM YPOBHS 17-TUAPOKCUITPOTeCTEPOHA.

[Ipu yTouHeHun ceMeifHOTO aHaMHe3a MaMa TTalT-
EHTKU yKa3aja Ha 0COOEHHOCTH (PU3UIECKOTO Pa3BU-
THH, U3BMEHEHNE COCTOSHUS KOXKHBIX TIOKPOBOB CBOE-
ro crapiiero cbiHa A. Ha MOMEHT poKieHus cecTpbl
MasbuuKy Obio 2 roma 8 mec (19.04.2014r. p.).
Popures obpamainch K meauarpy Mo moBOLY Iia-
IyJIE3HDbIX BHICHIIAHUN Ha Jinile pebeHka ¢ 6-mecsu-
HOTO BO3PACTa, BBICOKUX TeMIIOB pocta. Ilycryne3nbie
3JIEMEHTBI HAa KOXKe JINIA U BEPXHEH YacTH CHUHBI
MOSIBUJINCH TI0CJIE 2 JIET.
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Puc. 3. lNoka3aTtean AMHAMMKM poCcTa MaAbuuKa A.

48

1 [feHeTueckuit
poct

N3 anamHe3a: peGEHOK OT MEPBON HepeMeHHOCTH,
mepBbIX pomoB. Poamics Ha 35-it Hemesne TecTannm.
[Ipu poxpenuu poct 50 cm (97 mepreHTUIHb 110
[EHTUJILHBIM TaOJIMI[aM POCTa HEIOHOIEHHBIX HOBO-
poxeHHbIX, paspaboranubiM T. Fenton (2013 1.)
[3]), macca rea 3050 r. HepBHO-1icuxuveckoe pa3Bu-
THe pebeHKAa COOTBETCTBOBAJIO BO3PACTY. YUUTBHIBAsS
skasto0bl poauresei, Hamuuune cubca ¢ BIAKH, y
MaJIburKa ObLIO [POBEAEHO FOPMOHAIbHOE 00CIe10-
Banue KposH. [lo ero pesysibrataM yCTaHOBJIECHO TIO-
BbillleHHe ypoBHst 17-ruppokcutporecrepona (6osee
20 ur/ma, HopMa 710 20 ur/mur). [lns yrounennd auar-
HO3a ¥ Ha3HAYeHUsI JiedeHus1 peOEHOK ObLI TOCTIATA-
Ju3npoBaH B PecryOimMKaHCKUil JATCKUIT 9HIOKPU-
HOJIOTUYECKUH TIeHTP.

[Ipn moctymieHnn COCTOSIHUE CpejiHell TSKeCTH.
Poct 106 cm (Gouibiiie 97 meprieHTHIIsT), Macca TeJia
19 kr (6osbire 97 nepienTuis). MHIEKC MacCh Tesia
16,9 kr/m2. Dusnyeckoe Pa3BUTHE OUYEHb BBICOKOE,
rapMoHuYHoe. KoKHble ITOKPOBbI HOPMAJIbHOM OKpac-
K, Ha JIMIlE, Iee, BEPXHEH YacTh CIIUHBI OOUIbHAS
yrpeBasg cbilib. CTajiug MOJOBOTO Pa3BUTHUA IO
Tannepy: AxiP2{,Ma,Gy,testisy o, Koka Momonkn
MMUTMEHTHUPOBAHA, /ITIHA MTOJIOBOTO YJieHa 7 CM.

[luHamMuKka pocTa ¢ posKIeHUS OTPakeHa Ha puc. 3.
Kocrubiit Bo3pact coorBerctBoBas 6 rogam 10 mecs-
1naM 1pu nacnoptaom 2 rozxa 9 mecsies. IIporuo-
supyemblit poct (159 ¢cM) ObLT 3HAYUTEIHHO HUXKE
reretudeckoro (177 cm).

ITpu ropMOHATLHOM 0OC/IEIOBAHUI KPOBH BbIsIBJIE-
HBI BBICOKHE TToKa3aTesin Tectoctepona (12,6 HmMouin,/,
HOpMa JI0 5 HMOJb/71) U 17-rupOKCUIIPOrecTEPOHA
(299,8 ur/mi1, HOpMA 710 2 HT/MJI), CHUXKEHHUE KOH-
nentparuu koprusosa (158,6 umosn /i1, nopma 170—
720 amoub/n). HecMOTps Ha BBICOKHE TEMITBI POCTA,
[oKasaTe/ib HHCYJIMHOII0A00H0ro (hakropa pocra 1 He
MpeBbIITan Bo3pacTHyio Hopmy (132,9 mkr/mn, Hopma
26—280 MKr/).

B OuoxuMuueckoM aHajiu3e KPOBU YPOBHU
AJIEKTPOJIUTOB ObLIM B HOpME: HATpuil 143 MMOJIB/ 11
(nopma 132—145 mmoub/n), Kaauii 4,5 MMOJIb/ T
(nopma 3,1—5,1 Mmmostb/11).

Jlannvie uncmpymenmanvnozo oociedosanus. Y 31
OPraHoOB MOIIOHKHU: MTPaBoe AUYKO — JyinHa 14,4 MM,
mupuHa 8 MM, TOJIIMHA 8 MM; JIEBOE SIMUKO — JIJIMHA
14,4 mm, mupuna 6 mMm, Tonmuaa 9 mm. KpoBotok B
000UX SIMYKAX YAOBJETBOPUTEJBHBIN, TMPUIATKH C
obenx cTopoH 6e3 0cobeHHOCTel. 3aKI0ueHIe: YBe-
JIMYEHUE TECTUKYJSIPHOTO 00beMa 10 CPaBHEHUIO C
BO3PACTHBIMU HOPMaMU, COOTBETCTBYET 5—6 rogam.
VY31 opraHoB OPIOINIHO MOJOCTH: 9XOCKOTMYECKU
yMepeHHasl rermaroMeraius. KeJaHblil my3bIpb, M0/1-
JKeJIyIouHast JKejie3a 6e3 BUAUMBIX 3XOCTPYKTYPHBIX
nsMeHennii. Y3/ HaAIOYEUHUKOB: 9XOCKOIIMYECKU
00J1aCTb HA/IIIOYEYHUKOB O€3 [1aTOJIOTUH.

Ha ocHoBaHuM KAMHUYECKUX MPOsABAeHMIT (ObICT-
pbie TEMITBI POCTA, MOSIBJIEHNE aKHE B PAHHEM BO3pac-
Te, YBEJIMUEHME TI0JI0BOTO WieHa Ha (oHe pomybep-
TATHOTO OObEMA SIUYEK), OMEPEKEHUST KOCTHOTO BO3-
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pacTa, MaHHBIX TOPMOHAIBLHOTO oOcienoBanust (110-
BbIllIeHHbIe YPOBHU 17-TUAPOKCHUIIPOTECTEPOHA, Tec-
TOCTEPOHA), JAGOPATOPHBIX JAHHBIX (HOPMAJIbHBIX
nokasareJieil ypoBHel aJIEKTPOJUTOB) MATBUUKY ObLT
BBICTABJIEH [UATHO3 <«BPOXKAeHHAs AUCHYHKIU
KOPbI HA/ITOYEYHIKOB, BUPUJIbHAST (hopMay.

Pebenky Gblta Ha3HAUEHA TePAIKst TUAPOKOPTU30-
HoM 1o cxeme S Mr B 8.00, 2,5mr B 13.00, 2,5 Mr B
22.00 (cyrounas mosa 13,3 mr/m?). Ha Tperuii nenb
OTMEYAJIN YJIyYIlIeHUE COCTOSHUS KOXKH JINIIA: [TOCTe-
[IEHHOe yracaHue yrPeBOil ChIIM, HOBBIX DJIEMEHTOB
HE MOSBJAAIOCH, MajbunK OblI BBIKMCAH IS JAJb-
Helero HabIoIeHUS 1 JIedeHrst Ha aMOyJIaTOPHBII
JTAIl TI0 MECTY JKUTEJBCTBA C PEKOMEH/IAIINSAMU CHU-
JKEHUS CYTOUYHON 103bl TUJIPOKOPTU30HA [0 1IETIEBBIX
3Hauenuii 7—10 Mr/mM? TOM KOHTpOJIEM YPOBHSA
17-ruspokcutiporectepota.

Y nereii MpoBEEHO MOJIEKYJISIPHO-TEHETHYECKOE
obcaenoBanue. HecMOTpst Ha pasiinire KIMHUIECKUX
hopm 3abosieBanust, y 060MX MAIMEHTOB YCTAHOBJIE-
HO KOMIIAYH/IHOE TeTEPO3UTOTHOE HOCUTEJIbCTBO Jle-
gerun 30 k6 rena CYP21A2 u myranun 12G(IVS2-
13A/C<G).

OHOHYKJICOTHU/IHBIE BapUAaHTBI MYyTaIlUi caiita
CIUTAiCUHTa BO BTOPOM UHTPOHE — YaCTble T'€HHbIE
Hapymennst (23—30 %) mpu Kaaccudeckux hopmax
BAKH [9]. 3amena nykaeoruna A wiu C Ha G B 655
(13) mosokeHUH TIPUBOAUT K aGEPPAHTHOMY CILIAM-
CUHTY UHTPOHA, CBUTY PAMKHU CYUTHIBAHIS MATPUY-
Hoit PHK u nipeskzeBpeMeHHOMY OKOHYaHWIO TPAHC-

gsun Genika [1]. Y 80—90 % nanueHToB, rOMO3U-
TOTHBIX 10 MYTAIi BO BTOPOM HHTPOHE, HabJIr0/1a-
ercst cosprepsiomas (opma sabonesanus [9, 12].
B ocrasbHbIX cirydasx BO3MOXKHA IMIPOCTAsi BUPUJIb-
Has dopma. OTCyTCTBUE YETKOI CBSI3U TEHOTHUIIA U
benotuna pu mytanmu [2G cBs3bIBAIOT ¢ Bapua-
6ebHOCTBIO (hakTopoB ciuiaiicuira PHK myranTHO-
ro reHa, BO3MOXKHOCTHIO JBT€PHATUBHOTO CILIAl-
CHHTA ¥, KaK CJeJICTBHE, YACTUYHBIM COXPAHEHUEM
aKcrpeccuu rexa [12].

Jenenus 30 k6 rena cocrasaser 20—30 %
MYTaHTHBIX aJjiieseil rena 21-ruzppoxcusiaser [12].
[enenus 3arparusaet 3’-koneir CYP21A1P, TNXA,
RP2, C4B u 5-xonerny CYP21A2, B pesysbrate 00-
pasyercsa xumepHbiii rer CYP21A1P/CYP21A2
(puc. 4). B 3aBucumocTu OT MecTa CJusiHUs (par-
menToB CYP21A2 u CYP21A1P BbliendioT neBATH
Bu0B xuMepHbIX reHoB (CH-1—CH-9) [9]. Hywme-
paiusi CcoCTaBjieHa 10 XPOHOJOTUU WX OTKPBITHS.
B cemu 13 HUX BTOPOH MHTPOH I[EJTMKOM IIPUHA/LJIE-
sxut pparmenty CYP21A1P, cienoBarenbHo, HeceT B
cebe myTanuio IVS2-13A/C<G. Dtu XxuMepHbIe FeHbI
Ha3BaHbl <«KJACCUYECKUMU», TaK KAK CBSI3aHBI C
MOJIHON ToTepeil akTUBHOCTU 21-THAPOKCHUIA3bl U
passutHeM cossrepsionieii popmbr BKH. B CH-4
CH-9 ciugnue ¢pparMeHToOB reHa u MceBioreHa mpo-
HUCXOIUT IPOKCUMAJIbHEE MY TAIII BO BTOPOM HHTPO-
He (cM. puc. 4), MOITOMY TIPU ITUX BapUAHTaX BO3-
MOJKHO COXpaHeHue cuHTe3a 21-Tuapokcumnasbl u
nabmopaiorcsa 6onee Markue GopMbl 3a60IEBAHMS.
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Onu BeTpeyaloTes B He Goiiee yeM 3 % cirydaes JieJie-
iuu 30 k6 rena [2].

BbiBobI

[IpencraBieHHbIE HAMU KIWHUYCCKUU caydail
SIBJISIETCST TIPUMEPOM BapuabeNbHOCTH KIMHUYEC-
kux dopm gedunura 21-rugpokcusiazsl Ha GoHe
UIEHTUYHBIX MyTaruil. B Hactosiiee BpeMs mpes-
CTaBJIIETCS MEPCIIEKTUBHBIM U3yYeHUe B3 (heHo-
tuna u renotuna npu B/IKH. Bo3dmoxknocTs mpen-

ckazaTh HanboJjiee BepodaTHYIO (hopMy 3abosieBaHUs
MOJKeT OBITh HCIOJIb30BaHA MPHU IPEHATATHHON
JIMATHOCTUKE, MEJMKO-TEHETUIECKOM KOHCYJIBTHPO-
BaHNU. BpisgBiieHre MyTalnii, CBsI3aHHBIX C KJAacCH-
geckumu popmamu BIKH y mmos1a, 0cOOEHHO JKeH-
CKOTO TI0JIa, TIO3BOJISAT HAYaTh IPeHATaJbHOE Jieve-
HHUE U TIPENOTBPATUTL BUPUJIM3AIUIO HAPYKHBIX
MTOJIOBBIX OPraHoB. B ciydasx pacxoAeHus KJu-
Hudeckux (GopM 3a00JieBaHUs U TEHOTUIA MOKHO
PEKOMeH/I0BaTh ceKBeHupoBaHue rena 21-rugpok-
CHJIA3DIL.

KoHghAMKT mHTepecoB oTcyTcTBYeT. YyacTmne aBTOPOB: KOHLEMUMS M AM3ariH nccaeaoBaHnst — H.B. Boakosa, A.B. CoaHuesa,
H.M. Kusesuu; c6op 1 obpabotka mateprara — H.B. BoakoBa, H.M. Kuzesny; HarmcaHme tekcta — H.B. BoakoBa, A.B. CoaHueBa;

peaakTpoBaHue — A.B. CoaHueBa.
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KAiHiYHMIA BUNAAOK pi3HMX chopm )
BPOAXKEeHOT AMCPYHKLIT KOPU HAAHUPHUKIB y CMOCIB

H.B. BoakoBa', A.B. CoaHueBa?, H.M. KizeBuy'
T Apyra Micbka AMTSIUA KAIHIYHA AikapH$S, MiHcbk, Pecniybaika Biaopycb
2 BiAOPYCbKMIA AEPYKABHUIN MEAMYHUIA YHIBEPCUTET, MiHCbK

Bpomkena aucdyHKITiS KOpH HAAHUPHIUKIB — Iie TPyIIa 3aXBOPIOBAHb 3 ABTOCOMHO-PEIleCHBHIM THIIOM yCHaJKyBaHHS, B OCHO-
Bi AIKUX JIEXKUTD eeKT OHOTO 3 (hePMEHTIB, SIKi GEpyTh ydacTh y CUHTE31 KOpTH30ay i anbaocrepony. o 90—95 % ycix ¢hopm
BPOJUKEHOT AMCYHKINT KOpY HaJIHUPHUKIB Tiputiagac Ha gedinut 21-rizpokcunasu. Bimomo nonazx 140 MyTartiii, 1o BUKJIUKAIOTH
nedirur 21-rigpokcuiasu, siKi 3yMOBIIOIOTH PI3HY CTYIHD MOPYIIEHHS aKTUBHOCTI (hepMeHTy Ta (eHOTUIIOBI 0cOGIMBOCTI Halli-
enTa. CporosiHi BB)KAEMO MepCIeKTUBHIM BUBUEHHS 3B’3Ky (DEHOTHUITY i TEeHOTHUITY IIPU BPOKEHiH AncyHKINI Kopu HaHNIP-
HUKIB. ¥ CTATTi [IPeCTaBIeHO BIACHE CIOCTEPEsKEHHsI Pi3HUX (hopM BpoKeHol AuchyHKIT KOPH HAHUPHUKIB y cuOCiB Ha TJIi
IIEHTUIHUX MyTaIliil.

Kmouyosi cioBa: jiitu, Bpo/pkena AucyHKILS KOPU Ha/IHUPHUKIB, cinpBuTpaTHa hopMma, mpocta BipuibHa ¢hopMa, MyTartii.

Clinical case of different forms of congenital adrenal hyperplasia in siblings

N.V. Volkava?, A.V. Solntsava?, N.M. Kizevich'
"Second City Children’s Clinical Hospital, Minsk, Republic of Belarus
2Belarusian State Medical University, Minsk

Congenital adrenal hyperplasia is a group of diseases inherited in an autosomal recessive fashion and caused by a defect in one
of the enzymes involved in synthesis of cortisol and aldosterone. Up to 90—95 % of all forms of congenital adrenal hyperplasia
accrue to 21-hydroxylase deficiency. There are more than 140 mutations known to cause 21-hydroxylase deficiency. They
precondition various degrees of enzyme activity disorder as well as phenotypic features of patients. At present we see potential in
studying a connection between phenotype and genotype in presence of congenital adrenal hyperplasia. In the article we present
our own assessment of different forms of congenital adrenal hyperplasia in siblings against the background of identical mutations.

Key words: children, congenital adrenal hyperplasia, salt wasting form, simple virile form, mutations.
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