npomom bekButa-BnaemaHa: onucaHme KAMHUYECKOro cay4vas
NntenHos B.A., MBaHos H.C., Kneugkasa W.C., YckoBa H.T., UnbuHa E.HO., LLlep6akos A.M., AHap 3.A.,

LLlamaHcKkaa T.B., KonoaknHa A.A., KayaHoB

AKTYyanbHOCTb

AppeHoKopTMKanbHana KapuuHoma (AKK) — 3710KavecTBeHHas ConMAHaA OMNyxo/ib, Haubosee 4acTo accoUMMPOBAHHAA C
cuHapomom Jln-dpaymenn go 80%, npu 3TOmM accoumauma ¢ cuHgpomom beksuta-BugemaHa (CBB) cocTasnseT meHee 1%,
NO3TOMY aHa/IM3 U CUCTEMATU3ALMNA PEAKUX KIMHUYECKUX CyYaeB M UX B3aMMOCBA3W C FTEHETUYECKUM AeTepMUHAHTaMK KpailHe
AKTYya/bHbI.

MpoaeMoHCTPUPOBaTb PeAKUIA KNMHUYECKUI cnyyalt BpoxaeHHoM AKK, accoummposaHHol ¢ CEB.

Matepunanbl n metToabl

MpusHaku obpasoBaHua 3abpIoLMHHOMO
pcytusm NPOCTPAHCTBA Ha 26 Hedene recrtaummn
Hesyc
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: AOCTYNHOro ovara B S10 cermeHTe 1€BOTO JIETKOr0
Femuruneptpodus
Ds:«AapeHoKopTUKanbHaa KapunHoma TINOM1 no AJCC, Cunapom beksuta-BugemaHa»

OpraHomeranus

M3MeHeHUA ropMOHabHOTO NPOdUAA, HeoHaTaNbHaAA
rUnoraMKemus " MHOKECTBEHHbIE CTUrMbI
AV33MbpuoreHesa nNpu poxaeHUm

MNoaTeepxaeHne AuarHosa CBB MeTo40M
MYNBTUMNAEKCHOW  amnanMdUKaLmMKU  IUTUPOBAHHBbIX
30HA0B (MLPA) 06HapysKeHO rMnomMeTUANpPOBaHue

H19 n KCNQ10T1 (11p15.5)

[AunHamuyeckoe HabntoaeHue,
KOHTpO/1b HaANoYeYHUKOBOW
HeAoCTaTOYHOCTU

| MutotaH 1

Y3nosoe o6pasoBaHue nesoro
Nerkoro, okaiimneHHoe
NeroYHoi NapeHxnmom

Makponpenapat TpaHcavadparmanbHbii
yAaneHHoro AOCTYN C NAaTONOTMYECKUM
HaANOYeYHMKa o06beMHbIM 06pasoBaHuem

Pesynbrarthl

KoHueHTpauwma AKTI, kopTusona,
3cTpagmona u TectoctepoHa

KoHueHTpauma ArA3-C
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MNpoBeaeHo 6 Kypcos noAMXMmmMoTepanum no

cxeme CED (umcnnatumH/3tonosma/mokcopybuumH) B KOMBUHaUMM C
npuemom MuToTaHa no npotokony ARAR0332. [lnnTenbHocTb HabaogeHun
OT MOMEHTA YCTaHOB/IEHMA AMarHo3a coctasnaeT 14 mecaues. CoxpaHaeTca
CTaTyC PEMUCCUN MO OCHOBHOMY 3ab0n1eBaHMIO.

o Tepanuu

BbiBoAbl

MpeacTaBaeHHbIN CayYalt LeMOHCTPUPYET HEOBX0AMMOCTb BRAOYeHUA AKK
B AnddepeHLManbHO-aNarHoCTMYeCKUiA pag y naumeHTos ¢ CBB, a Takke
BO3MOMHOCTb MPOBEAEHNA UHTEHCUMBHOM LIMKNOBOM XMMUOTEpPanuu v
Tepanuu MUTOTaHOM Yy NaLMEHTOB NepPBbIX MecaLeB Xu3Hu ¢ AKK.

Mocne Tepanuu

JInTBMHOB BuTtanuin Amutpresny
E-mail: vitaly.litvinovd@yandex.ru



