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AKmyaneHocmb

Pedko OuazHocmupyemeolli cuHOpom. Briepevie onucaH e 2011 z200y. B
Aumepamype ynomuHaemcs 0Kono 20 cay4aee ¢ noomeeproeHHbIM
MOseKynapHo-2eHemu4yeckum OuazHo30M. XapakmepHO msaxesnoe
meveHue 3a60n1e8aHUA C  BbIPAXEHHbIM  Hesposo2uYecKUumM U
UHMennekmyanbHelM 0euyuUMomM, 8 HEKOMOPbIX CAY4AAX AemasnbHbIM
ucxodom 8 maadeHyeckom uau demckom eo3pacme. poz2Ho3 0na cubcos
u Mepbl NPoUAAGKMUKU HAMPAMYH 308UCAM Om pe3ysnbmamos
MOsIeKYyNAPHO-2eHemu4ecK020 mecmupoeaHus.

Leno
Mpedcmasums nepeoe onucaHue cay4yas MIC-CAP cuHOpoma e benapycu.

Pe3rome

CuHOpOM MUKpoOUeganuu-KanunnapHeix manspopmayuli
(MIC-CAP) [OMIM#614261] - msaxenoe MOHO2eHHoe

3a060needHue €  AYMOCOMHO-peyeccusHbiM  Mmurnom
HacnedoeaHus.

®eHomunuyeckue nposeneHus npedcmaeneHsi:
npozpeccupyroweli MuKpoyeganuel, anybokKoli
ymMcmeeHHol omcmanocmeio, paHHeli
¢papmakopezucmeHsmnoli  anunaencueill, cocyducmoimu
manbgopmayuamu Ha Koxce (kanuanspHeimu
2emaHauomamuy, y HeKomopbIx nayueHmoe
OucMOpPUYHBIMU Yepmamu AUYd, CKOWEHHbIM a60om,
aunonnasueii oucmasnbHbIX danaHz nansyes,

8pP0XOEeHHbIMU NMOPOKAaMU cepiya.

XapakmepeH Oeb6lom 3anuaenmu4vecKux npucmynoe e
HeoHaManbHOM nepuode.

3abonesaHue accoyuupoeaHo C U3MeHeHUAMU 8 2eHe
STAMBP (nokyc 2p13.1). benok, Kooupyembili 2eHOM
STAMBP, uzpaem onpedeneHHyio posab 8 nepedaye
cuzHana 0AA pocma KAemokK, enausem HA npoyeccol
aymodpazuu u eoesiedeH 8 cu2HanAbHbIli nyme RAS-MAPK,
umo npueodum K  06pa308aHuUl0  KANUAAAPHbLIX
mansgpopmayuii (Mo smomy npusHaKy CUHOPOM BK/HOYEH 8
epynny RAS-namuii).

K Hacmosawemy epemeHuU 8biA6s€Hbl pa3AuYHble murbl
mymauyuli 2eHa STAMBP 8 20M03U20mMmHOM UAU KOMMNAyHO-

2emepo3ucomHoOm cocmoAaHuu: MUCCeHC Mymauuﬁ,
HOHCeHC mymayuu, mMymayuu co cdsuzom pamku
c4YumebiedHus, UHMPOHHbIe mymayuu, 6e0yu4ux K

anbmepHamueHomy cnaalicuH2y. NdeHmuguyuposaHHbie
namozeHHvle 8aPUAHMbI 8 OCHOBHOM YHUKA/AbHLI 07
Kaxcooli cembu, OOHAKO BbiAG7AEHbI U noemopAaruwuecs
mMmymayuu.

MuHck, 2025 2.

Mamepuansi u memodbi

AHaMHecmuvecKkue, KAUHUYecKue, 2eHeadno2uveckue OaHHble npobaHoa; i
pe3ynbmamol 06WEKAUHUYECKO20 UHCMPYMeHManbHo20 U AabopamopHo20
obcnedosaHusi; pe3ynemamel 2eHemu4ecKoz2o mecmupoeaHus -

yumozeHemu4yeckoe uccnedoeaHue aAuM@poyumos nepugepudeckoii Kpoeu
(cmaHdapmHoe KapuomunupoeaHue G-banding) , moneKynspHo-zeHemu4ecKue
uccnedoeaHus (MPLA, nonHoe 3K30MHoe cekeeHuposaHue CeGat); CKpUHUH208ble
uccnedosaHus (nNpoghunb AMUHOKUCAOM U AYUAKAPHUMUHOB, QKMUBHOCMb
/IU30COMAbHBIX hepMeHmMo8); MedUKO-2eHemu4yecKoe KOHCYAbmupoeaHue.

Pe3ynbmameoi

MpobaHd, manvyuk, podusca om 1 6epemeHoocmu AoHoweHHbIM ¢ maccoli 3000 2., dauHol 49 cMm., OKPYyHHOCMbIO
201066l 31 cm., oyeHKoli no wkasne Anzap 6/5 6annoe. CocmosHue Npu PoXoOeHUU maxenoe 3a cyem achucKuu e
pooax, dbixamenbHbIX paccmpolicme u cy0opoXHo20 cuHOpoma. PebeHOK Ae8axObi ocMmompeH 2eHemuKom 8 4-x u 6-
u mecayHom eo3pacme. bbino obpaujeHo 6HUMAHUEe HA Hanu4ue MHOMXEeCMmBeHHO020 Kanu/aaApHO20 KOMWCHO20
2emaHaumamosa 6 obaacmu neeo2o0 naeva U weu, MUKpoyeqanuio, CKoweHHbIli 7106, ebipaxeHHbIl
Heeponoauyeckuli Oeguyum, 2pybylo 3a0epyKy NCUXOMOMOPHO20 pa3eumus, pe3ucmeHmMHocmos K
npomueocydoposcHoli mepanuu. Ha anekmpo3sHyedanozpamme 3ahUKCUPOBAHA NAPOKCU3MANbHAA AKMUBHOCMb.
Mocnedyrouwee paszeumue pebeHka conpoeox0anoco noemopsAlwuMucs 2eHepanu308aHHbIMU
apmakope3zucmeHMHbIMU CyOOPOXCHbIMU COCMOAHUAMU, Mpozpeccupyouweli mukpouyedanueli u  msaxicenol
3a0epKoli pazsumus.

lMposedeHo nabopamopHoe 2eHemu4yeckoe obcaedoeaHue. Memodom CcMAHOAPMHO20 KaApuomMunupoeaHus
ycmaHoeneH Kapuomun 45,X[12]/46,XY[88]; no pesyasmamam ceAeKmMueHO20 CKPUHUH2A HA HACAedCmeEeHHble
60ne3HU obmeHa Ouaz2HOCMUYeCKU 3HA4YUMbIX U3MeHeHUli He YCmaHOoBneHO;  MOseKyAAPHO-2eHemu4ecKum
memodom MPLA naHenb «Mukpooeneyuu» UCKAOYEeH pA0 CUHOPOMO8 MUKPOXPOMOCOMHO20 OucbanaHca; no
pe3ysnbmamam fosHO020 3K30MHO20 cekeeHupoeaHusa CeGat evisieneHa namo2eHHAs mucceHc mymayua c.188A>G
(p.Tyr63Cys) 2zeHa STAMBP, paHee onucaHHas y Opy2ux nayueHmoe c cuHopomom MIC-CAP, & 20mM03u20mHOM
cocmosHuu.

BoicmaesneH OuazHo3: CUHOpPOM MUKpoueganuu-KanuaasapHeuix mansgopmayuli, obycnoeneHHvili Namo2eHHbIM
eapuaHmom c.188A>G (p.Tyr63Cys) ceHa STAMBP (MKbB-10: Q87.8). Tun Hacnedo8aHUA aymoCOMHO-peyeccueHbiii.
Cembe nposedeHO MeOUKO-2eHemu4yecKoe KOHCY/AbmupoedaHue, ymo4HeH mpo2Ho3 0as cubcos, onpedeneHa
npoguaakmuka.

KamamHe3 npobaHda: nemanbHbliii ucxod 8 0emckom eo3pacme.

KamamHe3 cembu: naaHupyemcsa demopocdeHue.

3aknoyeHue

MuKpouyeganusa Aeasemca 2eHemuyecKu 2emepo2eHHbIM coCmosHuUeM. B OuazHocmu4YyecKoOM MoucKe MpuYyuHbl
3a60neeaHUA UcCnonb3yemca WUpoKuli cnekmp 2eHemu4vecKux n1a6opamopHbIX mecmos, 3ampa4yueaemcs MHO20
8peMeHHbIX, MamepuasnbHbiX, UHMes1eKmyasabHbIX pecypcos. 3mom ¢akm 3ampyodHsaem nocmaHoeKy oudzHo3d, He
ecez0a npusodum K pe3ysnbmamy, Ymo, 8 ceoto o4epeds, He 10380a5em NAAHUPOBAMb Mepbl NPOPUAAKMUKU.
CoyemaHue MuKpouyeganuu co creyuguyeckum OUA2HOCMUYECKU 3HAYUMbIM OYe8UOHbIM KAUHUYECKUM
nposeneHuem, a UMeHHO KanuaaapHeIMU Manbghopmayusamu, Mo3eosnsem 3amnod03pumb KOHKpemHolli cUHOpom
MIC-CAP u o2paHu4ume o6vem n1a6opamopHO20 mecmupoeaHus, onpedenums adpecHyro OUA2HOCMUKY, yMmoYHUMb
MpPO2HO3 U cocmasume NAAH NPoguaaKmMuYecKkux meponpuamuli.

Memodom ebibopa 8 duazHocmuke cuHOpoma MIC-CAP asnaemcsa uccanedosaHue 2eHa STAMBP.

BoiseneHHblii y npobaHda Kapuomun 45,X[12]/46,XY[88] mo3auyHbiii no nosnosvim xpomocomam c npeobaadaHuem
HOPMQ/IbHO20 MYMCKO20 K/0OHA He OmHocumcsa K npedcmaeneHHOMYy dpeHomuny, Aeasemcsa cay4aliHeim
CMOHMAHHbIM cobbImuem, Mox}em umems KAUHUYeCKoe 3HaYeHue 8 rnepuoo rnosoeo2o0 co3peeaHus.



