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KJIMHUYECKUU CNYYAU CUHOAPOMA
MAK-KbIOHA-O/IBPAUTA-BPAULIEBA

buuap3e AHHa AneKcaHapoBHa, YcTioxaHuHa [luaHa BceBonoaoBHa, NMucoukaa KOnua BacunbeBHa

dreoy BO Ky6IrMY MunsgpaBa Poccunn, KpacHoaap, Poccuiickaa degepauns

HayuHblit pyKoBoauTenb: Bypnyukaa Anna BnagumupoBHa, 4.M.H., fjoueHT, PIBOY BO Ky6IrMy

MwuH3gpaBa Poccumn

AKTyanbHoctb. CuHapom Mak-KbioHa—On6panta—
Bpanuesa (MKOB) — 370 peakoe, reHeTUYECKU AeTepMu-
HUPOBaHHOe 3abo/ieBaHue, KIMHUYECKW NposiBAsiolleecs
TpMagon cUMNTOMOB: GUOPOIHO-KUCTO3HOW AMUChNasnen
KOCTHOW TKaHW, MWUIMEHTaLMEN KOXKHbIX MOKPOBOB LBe-
Ta «Kode C MOJIOKOM» U IHOOKPUHHLIMU HapyleHUIMMU,
Cpean KOTopbix Haubonee 4YacTbiM ABNSETCA MpexaeBpe-
MEHHO€e NonoBoe pasBuTue. [LoCTOBEPHbIE 3MUAEMUONOMU-
YeCcKue JaHHble 06 3TOM 3aboneBaHWUM OTCYTCTBYIOT, pac-
npocTpaHeHHOoCTb Konebnetca oT 1 Ha 100 Thic. Ao 1 Ha
1 MAH cnydaeB. AKTyasbHOCTb MNPOSIBASETCA B BbICOKOM
BapnabenbHOCTU CUMMMTOMOB M CNOXHOCTU AWarHOCTUKMU
[laHHOro cMHApoMa.

Llenb. [leMOHCTPaLUA KIMHUYECKOTO clydas CUHApoma
MKOB y aeBo4ku 3 net.

KnuHuyeckum cnyyait. [lesoyka A., 3 net, HanpaBneHa
B OTAeNeHne caxapHoro anabeta Proy «HMUL, aHaoKpHHoO-
NIOTUK» AN NOATBEPXAEHUS AuarHo3a. M3 aHamHesa: B 8
MecC MOSIBMNOCh M30/IMpoBaHHOE Tenapxe. MNpu anHamuye-
CKOM HabnoaeHM B BO3pacTe nojyTopa fIeT BNepBble OTMe-
YeHbl NPU3HaKM TUPEOTOKCMKO3a Mo pedysbTataM ropMOHO-
rpammbl (TTI — 0,005 MKME/mn, T4cB. — 18,88 nmonb/n,
T3cB. — 10,74 nmonb/n, ATKTINO — 0,1 En/mn). B Bo3pacte
2,5 neT NosABUINCH KPOBAHWUCTbIE BbILENEHUSA U3 MOMOBbIX
opraHoB, Npu npoBeaeHnn Y3 opraHoB Manoro Ta3a o6Ha-
PYXXEHbl 3CTPOreH-CEKPETUPYIOLLMNE KUCTbI IEBOr0 SUYHUKA,
NPU3HaKW NePBUYHOIO rMNeproHagn3mMa, yCTaHoOBMEH Npea-
BapuTeNbHbIV anarHo3 «cmHapoM MKOB». Yepes HeCKoNbKO

MeCSILLEB Ha KOXe NMOSICHWYHOM 061acTh NOSABMIOCH MSATHO
LuBeTa «kode ¢ MonloKoM». PebeHoK npouwen obcnegoBaHune
B ®rbyY «HMWL, aHgokpuHonormm» MuH3apaBa Poccuu:
O0TMEYanochb YCKOPEHME POCTa, HAMYME KENEIUCTON TKaHM
B 00n1acTM MOSoYHbIX Xenes (TaHHep 2), acTpaguon —
753 nr/mn (npu Hopme He 6onee 54,4 nr/mn), onepexeHune
KOCTHOro Bo3pacTa Ha 2 roga, TMPEOTOKCMKO3 HeayToMM-
MYHHOro reHesda. MeTtogom peHTreHorpaduu 6bilIn BbISB-
NIeHbl o4arn GUMOPO3HON AUCMNAa3MMU KOCTENM 06EUX KUCTEN
PYK, Ha4anbHble NPU3HaKM GUOPO3HON AUCNIa3nuK NpaBon
60/bluebepLOBON KOCTU, GUOPO3HOW AMCNNA3MK Yepena.
MoaTBepkaeH agnarHos «cuHapom MKObB».

O6ceyxpaeHue. Ha ocHOBaHMM Kanob, AaHHbIX aHaMm-
He3a, 0O6bEKTMBHOIO WMCCNefoBaHUS (MATHO LBeTa «Kode
C MOJIOKOM»), MO pe3y/nbTataM [ONOMHWUTENbHOIO Mccre-
[OBaHWa (rOHaJOTPOMUH-HE3AaBUCUMOE MNpPEeXAEBPEMEH-
HOe MO/JI0BOE pPas3BWUTME Ha GOHE PELMAMBUPYIOLLMX KUCT
SIMYHWKa, nonnoccanbHas GMbpo3Hasa ancnnasus) guarHos
YCTaHOBNEH KAMHMYECKWU. [N MOATBEp:KAeHus Heobxoau-
MO FeHeTMYecKoe UccnefoBaHne ANS BbIIBNEHUS MyTauuu
B reHe GNAS1.

3akntoyeHune. OnNUcaHHbIN KIMHUYECKUIW Cllydan npea-
CTaBASIET MHTEPEC KaK PeaKo BCTpevatlowascs HO30/0rv-
yeckasa ¢opma. CNoKHOCTb AnarHoCcTMkM cuHapoma MKOB
06ycnoB/ieHa OTCYTCTBMEM crneundUuyecKnx nabopaTtopHbIX
TECTOB, a peabunutauuns TpebyeT y4acTns KOMaHAbl cneuu-
anncTtoB — neguaTpa, SHAOKPUHOMOra, opToneaa, XMpypra,
rMHEKoNora, Heeposora.



