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Cunppom lNupcoHa y 2-neTHero Mmasib4mMKa

YnyxaHoBa J1.Y.

[arectaHCKUIM rocyaapCTBEHHbIN MeAULMHCKUI YyHUBEpPCUTET, Maxadkana, Poccuiickas degepaumsa

AKTyanbHoCTb. CMHAPOM [MpCOHa — 3TO MyNLTUCUCTEM-
HOe MWTOXOHApWanbHOe 3aboneBaHue, NMpU KOTOPOM BO3HM-
KaloT HapyWweHWs KPOBETBOPEHMS, HELOCTAaTOMHOCTb BYHKLIMA
NOMAXKENYAOYHON Kenesbl M neyeHu. Matonorus passBuBaeTcs
Ha QoHe aynanKaumu (yaBoeHHUs!) MK cnopaguyeckon aeneuunu
(noTepu yyactka) matepuHckon MAHK. CuHapom nposiBnsieTcs
B MJIa€HYECTBE TSKENOW aHEMWEW, ANUTENIbHOW Ouapeen,
oTCTaBaHMEM B NMCUXOMOTOPHOM Pa3BUTUM.

Llenb uccnepoBaHus. [lOKasaTb KIMHWYECKWUWA Chy-
Yyaln peaKoro MWUTOXOHApWanbHOro 3aboneBaHus. PaHee
B MUpe HacyuTbiBanocb He 6osnble 100 cinyyaeB cuHapoMa
lMupcoHa, HO MO Mepe YCOBEPLIEHCTBOBAHMSA AMarHocTu4e-
CKMX KpUTEPUEB YyCTaHOBJ/IEHA MCTUHHAs YacToTa BCTpevae-
mMocTu 3aboneBaHnsg — 1 : 5000.

MauuneHTbl U mMeToAabl. Ha npueme 6bi1 pebeHoK WU.,
2 roga 1 mec, NpoxuBallKMi 3a npegenamu [larectaHa,
KOTOPOMY MNPV MONEKYNAPHO-reHETUYECKOM MCCNefoBaHUM
B MIHL, 6611 NnoATBEPXKAEH ANArHO3.

Pesynbratbl. Kanobol Ha npueme (11.12.2021): nocnes-
HUEe 2 Hea 0TMEeYaloTCs CHUXEHMEe anneTuTa, cnabocTb, pas-
[PaXXWUTENBHOCTb, 3anax M30 pTa. KOHTaKT ¢ MHOEKLIMOHHbI-
MU 60/IbHBIMK OTpULAtOT. [lpM OCMOTPE KOXHbIE MOKPOBbI
yucTble, 6neaHble. 3eB CNOKOeH. B nerkux nyapunbHoe
[blXaHWe, XpUNoB, NaTONOMMYECKMX LLIYMOB HET. A3bIK BNax-
HbIW, ryCcTO 0610XKeH. }KMBOT MATKMI, HECKONbKO B3AyT. CTyn,
[Mypes, CO COB MaMbl, He HapyLleHbl. MeHUHreanbHbIX 3Ha-
KOB, 04aroBow CUMNTOMATUKK He HabngaeTcs.

M3 aHamHe3a }KMU3HU: pebEeHOK OT NepBon 6epeMeHHOCTH,
nepBbIX POAOB, MPOTEKABLUENW, CO COB MaMbl, 6€3 0CO6EeH-
HocTen. BpaK pPOACTBEHHbIW, TPOKOPOAHbLIM 6paT Mo JIMHUK
Matepu. Bec npu poxxaeHnn — 3300 r, annHa Tena — 52 cm.
3aKpuyan cpagy, K rpyav NpunoXuim Ha BTopble cyTKku. Mocne
pofoB nepeseaeH B OlNH Ha remoTpaHcdy3uio, nocne oTme-
4asiocb NOBbILEHWE YPOBHA reMornobuna ao 140 r/n. Mpueut
TONIbKO OT renaTtuTa B. HacneacTBeHHOCTb M anneproaHamHes
He oTdArouleHbl. M3 nepeHeceHHbIX 3aboneBaHuin — 6 pas
OPBMW B nerxkow dopme.

AHamHe3 3ab6oneBaHusa: CO CMOB MaMmbl, C POXAEHUS
oTMevaeTcs aHemus, B Bo3pacTe 1 mec oTMevyanach naHuu-
TONEeHUs, reMornobuH — 78 /1, TPoMGOLNTbl — 60 ThiC/MKJI,
nenKounTtel — 3,2 x 109/, B CBA3K C 4eM Oblin rOCnu-
Tanu3npoBaHbl MO MECTy XuTenbcTBa. B mMwuenorpamme:
6nactHble KneTkn — 4,7-18%. PasgpaxeHne NenKopocTKa,
3a/lep)KKa Co3peBaHUs Ha cTaauM MeTaMuenounTa, MUeno-
UMTapHas peakuus. ApUTPOUAHbBIA POCTOK CYXEH, reMorso-
OVHM3auMa HapylweHa. He3HauuTenbHO pacliMpeH Meraka-
pUoLMTapHbIA POCTOK, AMCMErakapvouutonoss. B obuem
aHanuM3e KpoBW CHUXKEeHWe TPoMOOLMTOB A0 60 TbiC/MKII.
Mwuenorpamma ot 13.01.2020: 6nactHble KieTkn — 8,0—
20,2%. Mnepnnasua rpaHynoLMTapHOro pPOCTKa 3a CcYyeT
MONoAbIX He3penblx GopMm, AUCNIacTUYecKue gereHepaTuB-
Hble UBMEHEHMS C 3aJEePrKKOM CO3peBaHns 4o CTaauu MeTa-
MuenoumuTa. lmnonnasus 3apuTPOMAHOro pocTka. Aucnnasuns
3PUTPOMAHOIO U MerakapmoLMTapHbIX POCTKOB. [0 AaHHbIM
LIMTOreHEeTMYEeCKOro uccnegoBaHus — Kapuotun 46, XY.

Muenorpamma ot 27.01.2020: 6nacTHble KNeTkn — 6,4—
11,2%. Mnepnna3us rpaHylouMTapHOro pocTKa (3a cyer
Monofbix GopM). 3agep)ka CO3peBaHUs rpaHynoLMTOB
Ha cTaguuM meTaMmuenouuToB. MuenouuTapHas peakuus.
[Mnonnasua apuTpPopocTKa. MerakapuouuTapHbii POCTOK
coxpaHeH. AKTMBHOCTb depmeHTa B-rniokouepebpounaasbl
He CHMXeHa (6051e3Hb [owe UCKoYeHa).

C 02.03.2020 no 01.04.2020 pebeHOK rocnmtannsmnpo-
BaH B otaenexHune rematonorumn n XT N 1 PAKB. MNMpu nmmyHo-
GEeHOTMNMPOBAHMM KOCTHOIO MO3ra OMyxoJieBble KIETKU He
o6HapyeHbl. JHK napBoBupyca B19 He BbisiBneHa. [laHHbIX
3a remMorno6uHONaTUIO, UMMYHHYIO FEMONIMTUYECKYID aHe-
MUIO HET. YPOBEHb UMMYHOIN06YNMHOB B Npeaenax Hopmbl.
Pe6eHOK TpaHChY3MOHHO 3aBUCUM, TPUXKAblI NMPOBOAUIUCH
3amecTuTeNlbHble remoTpaHcdy3un. B MexkrocnutanbHom
nepuoge pebeHoK nonydnn npenapat BBUT (NpuBMarKEH)
2 r/Kr, OTBET Ha Tepanuio He noay4yeH. bonesHb BunbcoHa —
KoHoBanoBa TaKxe WcKIo4veHa. B obuwem aHannse Kposu
CoxpaHsieTcs TPeXpPOCTKOBas LMToneHums. LintoreHetnyeckoe
nccneaoBaHMe KOCTHOro mosra ot 22.01.2021 — KpaviHe
HU3Kasa KneTtoyHocTb. lpu uccnegoBaHun metogom FISH
MOHOcOMUK/aeneumnmn 7 He BbiaBneHo. KLLC — nakTtatauyu-
03 5,5 mmonb/n.

Y4nTbiBas NOBbILIEHUE YPOBHSI CbIBOPOTOYHOIO deppu-
TUHa A0 2943 Hr/mn Ha doHe NOCTOAHHbIX reMoTpaHcdy3ni
pekoMeHgoBaHa xenatopHas Tepanusa aedbepasnpoKcoMm
B HavanbHoM ao3e 10 mr/Kr/cyt go 30 Mr/Kr/cyT ¢ KOHTPO-
fleM CbIBOPOTO4HOro hbeppuTuHa.

3akntoyeHue. C y4yeTom TOro, YTO C paHHero Bo3pac-
Ta HabnofalTcs annacTMyeckass aHemus, nakraTtauuaos,
M3MEHEHNS B MuenorpaMme (MoBbllEHWE YPOBHS KonbLie-
BMAHbIX cuaepo6nactoB A0 47%), Npu3HaKu renatmnta (NOBbI-
lleHMe YpPOBHS TpaHCamMuHa3 [0 2 HOpM), 3anojo3peHa
MUTOXOHAPUWanbHaa natonorusa — cuHgpom lupcoHa. Ans
noaTBEPXAEHUA AnarHo3a KpoBb pebeHKa 6blia HanpaBsne-
Ha Ha MONEKyNApHO-reHeTu4yeckoe nuccnegosarne B MIrHL.
MeTtogom TMLUP o4yeHb AnuHHbLIX dparmeHToB (Long-PCR)
nposeaeH aHanu3 Ha [AHK, BblAeneHHON M3 KNETOK KPOBWM
M MOYEeBOro ocafika, Ha Hanu4yue geneunn MTAHK B paioHax,
roe onucaHo GONbLIMHCTBO M3MeHeHun (6380-16567).
BbiaBneHa peneuus npumepHo 4500 n.H. B roMonnasmu-
4yecKoM cocTosiHn Ha [AHK, BblgeneHHOM M3 KIEeTOK Kpo-
BM M MOYEBOro ocafKka. o pesynbrataM WccneaoBaHus
6bln noaTBepxKaeH cuHapoM lupcoHa. B moye noBbileHa
KOHUEHTpaunsa psaga MeTabonntoB (3-MeTUNrnyTapoBow,
3-MEeTUNrNyTaKkoHOBOW KUCNOT). [JaHHble M3MEHEHUS MOTyT
ObITb TaKXKe 06YCNOB/EHbI PAAOM HacneACTBEHHbIX 3abose-
BaHMN. CMHAPOM [MMpCcOHa OTHOCUTCH K MUTOXOHAPWaNbHbIM
601€e3HAM C BbICTPbIM MNPOrPECCUPYIOLLUM CUCTEMHbBIM Mopa-
weHneM. Crneunduryeckoro nevyeHuMs B HacTosillee Bpems
He cywecTtByeT. TpaHCcnnaHTaumsa KOCTHOrO MO3ra yCTpaHs-
€T KOCTHOMO3roBYl0 HeLOCTaTO4YHOCTb, OAHAKO He BAUSET
Ha NaKtaTtauuaos, KOTOpbI SBNSETCS OCHOBHOM MPUYMHOWM
rméenn nauneHToB ¢ 3TUM 3aboneBaHneM. Taknm o6pa3om,
pebeHKy NoKasaHa TO/IbKO CUMMTOMAaTUYeCKas Tepanus.



