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AKTyanbHoCTb. CuHpapom [lupcoHa (CM) — peakoe
(< 1 Ha 1 MAH HOBOPOXAEHHbIX) MOAUCUCTEMHOE FrEHETUYECKOE
3aboneBaHWe, A€ MEePBUYHBIM MATOrEHETUYECKUM 3BEHOM
ABASIETCS CMOpaAMyeckas MyTaumsa — AeAeLMss UAW AYMAUKa-
uma — mutoxoHapranbHon AHK (MTAHK). CIM 06b14HO MaHKbe-
CTUPYET B FPYAHOM BO3pacTe M XapaKTepusyeTca nopaxeHnem
CUCTEMbI KDOBETBOPEHUS, HEAOCTATOYHOCTBIO GYHKLMIA NeYeHu
N MOAXKEAYAOUHOM XeAe3bl. B BOAbLIMHCTBE ONUCAHHbIX B AUTE-
paType CAyyaeB NEPBbIM KAMHUYECKUM MPOSBAEHUEM SIBASIET-
€A @aHEMUSI PA3AMYHOM CTEMEHU TAXKECTHU.

Llenb uccnepoBaHusa. OnucaHve naumeHta A. ¢ paHHewn
anarHoctukon CI1 (Bo3pacT naumMeHta Ha MOMEHT yCTaHOBAe-
HUA AMarHoda — 2 Mec).

MauueHTbl U MeToAbl. Manbumk A., 2 mec 16 aAHen (paTa
poxaenus: 15.06.2025). PebeHok OT BTOpow 6epemMeHHOCTH,
npotekaBLlen Ha GOoHe apTepuanbHOW runepteHsun u OPBU
(ocTpoW pecnupaTtopHor BUPYCHOM MHbeKUMK) BO |l TpumecTpe
y Matepu. Poabl onepatuBHble Ha 37- Hep C MpPeakAaMm-
cvent. OueHka no wkane APGAR — 8/9 6aanoB. Macca Teaa
npu poxaeHmn — 2850 r, aaMHa — 48 cM. Ha 2-e cyT XU3HM
BblIBA€Ha aHemusa (remMornobuvH — 90 r/A), notpeboBaBLas
remoTpaHcoy3un. B Bo3pacte 1 mec B ambyraTOpHOM aHa-
AM3€ KPOBM — HapacTatowas naHuutoneHus; pebeHok Obia
rocnutaansmposaH B Mopososckyto AIKb. Mpu noctynaeHuu
AMArHOCTMpOBaHa TPEXPOCTKOBaA LMTOMEHUS: TMnopereHepa-
TOpHasi HOPMOXPOMHAaA HOpMoUMTapHaa aHemusa | crenexu
(remornobuH — 91 /A, aputpoumntel — 2,81 MAH/MKA), TPOM-
6ouutonenusa (115 TbiC./MKA), AerkoneHus (4,46 TbiC./MKA).
B aHanm3ax nepudepuyeckoin KpoBu Takxe O6bIAn0 0BHapyxe-
HO MOBbIWeEHWEe YPOBHSA Aaktata (5,3 MMoab/A). [poBeaeHo
KOMMAEKCHOE 0OCAepOBaHWE AAA BepUOMKALMKM NMPUYMHBI

naHumToneHun. Mo pesyabTaTaM UCKAKOUEHBI OCTPbIV AEMKO3,
reMOAUTUYECKME LUTOMNEHUWU, TPOMOOTUUECKME MWKPOAHTMO-
natmn, MHOEKLMOHHO-MHAYLMPOBAHHAA LMTONEHUS. YunTbiBas
BO3pacT Ae6t0Ta LMTONEHWU, TMMOKAETOYHOCTb KOCTHOTO MO3ra,
OTCYTCTBME OTBETA HA MPOTMBOAHEMUYECKYD Tepanuto, Hbina
3anop03peHa BPOXAEHHass KOCTHOMO3roBas HEAOCTATOYHOCTb.
Mo pesyAabTaTaM MOAEKYASIPHO-TEHETUUYECKOTO WMCCAEAOBAHMUSA
(nonck KpynHbix aeneunit MTAHK metopom MUP (noanmepas-
Hasa uenHasa peakuus)) obHapyxeHa aeneuns MTAHK npumep-
Ho 5000 n.H. B rOMOMNAA3MUYECKOM COCTOSIHWUM, BbIAEAEHHON
M3 KAETOK KPOBM M MOYEBOrO OCapka. Y nauueHTa MOATBEpPX-
AEH CMHAPOM [MnpcoHa.

Pesyabrathbl. Y nauveHTa AMArHOCTMPOBAH PEAKWUIA BPOX-
AeHHbIR Cl, accounmnpoBaHHbIn ¢ poeneupeinn MTAHK. Matonorus
XapaKTepuayeTcsi NPOrpPeccupyolen UMTONEHWEN, HapyLLEeH!-
eM meTaboAn3Ma U BbICOKMM PUCKOM MOAMOPTaHHbIX OCAOX-
HeHui. Okono 50% nauueHToB ¢ Cl He A0xMBatOT A0 3-4 AeT.
JTUOTPOMHOW 1 NATOreHETUYECKOM Tepanunm AaHHOro 3aboneBa-
HWA He pa3paboTaHo; AeyeHne — cuMmnTomaTuyeckoe. PebeHok
HY)XXAQETCHA B MYABTUAMCLIMIAMHAPHOM MOAXOAE M ODOPMAEHMU
nanAvaTMBHOrO cTaTyca.

3akntoueHue. AaHHbIN CAyvya MOAYEPKUMBAET BaXHOCTb
LeneHanpaBAEHHOTO TEHETUYECKOro 06CAeAOBaHWA NpW paH-
Hel pedpakTepHOM NaHUMTOMEHUU AAA BEPUUKALMK MUTO-
XOHAPWAAbBHOW NatoAormun. Mpu AMArHOCTMKE AOAXKHA@ HacTo-
paxuBaTb runepaakratemMusi. PekoMeHAOBaHO: HabAloaeHWe
y neavatpa, reMaTtonora, reHeTMka U 3HAOKPUHOAOTE; MpUeM
bGOAMEBOW KUCAOTbI M NPENapaToB XeAe3a; PEeryAsipHbli KOH-
TPOAb AabopaTOPHbIX NOKa3aTeAEN; IKCTPEHHAs! rocnuTaAmM3a-
UMSA MPU CHUXEHUKU reMorAobuHa Huxe 80 /A u/vuan Tpombo-
UMTOB < 25 ThIC./MKA, @ TaKXe MPU NOSBAEHWU KPOBOTEYEHUIA.





