OT cuMmnTOoMa K AMarHo3y: YCTaHOBA€HHbIW CeMeWHbIN
remodarouuTapHbii AMMGOrucTMoLuTo3 y pebeHka 6 mecaues

From symptom to diagnosis: established familial hemophagocytic
lymphohistiocytosis in a child of 6 months
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AKTyaAbHOCTb. CeMeliHbI reModarounTapHbli AUMOOru-
ctnoumntos (CI\) — 310 XM3HEyrpoxatrLee MMMYHOOMOCPEAOD-
BaHHOE ayTOCOMHO-peLlecCuBHOe 3aboAeBaHUe, Bbi3BaHHOE
OYHKUMOHaAbHBIMU  pAedekTamu T-AuMounToB U NK-KAETOK,
NPUBOASILLEE K LUTOKMHOBOMY LUTOPMY, akTuBauuu daroum-
TOB W MOPaxXeHWto 3penbix GOPMEHHBIX IAEMEHTOB KPOBMU.
Hanbonee uacto BcTpeyatolmecs nepeble NPOSIBAEHUSA: CTOW-
Kasi AMXOpPaAKa, renatocrnAeHOMEraAusi, NaHUUTONEHUS, AUM-
dapeHonatMs M ak3aHTemMa. Mo aaHHbIM J. Henter, 3aboneBa-
€MOCTb CEMeNHbIM remModaroumtTapHbiM AMMGOrMCTUOLUTO30M
coctaBaseT 1,2 cayyas Ha 1 MAH Aeteit A0 15 AeT B roa MAM
1 Ha 50 TbIC. HOBOPOXAEHHbIX B TOA.

LleAb. Onucatb KAMHUYECKUI caydait CIA.

KauHuueckun cayuau. MNaumeHt E. B Bo3pacte 3 mec no
IKCTPEHHBbIM MOKadaHuaM noctynua B [BY3 «Mopososckas
AFKB ASM» (MATKB) ¢ xanobamu Ha nopbeM Temnepatypbl
Tena A0 38,7 °C, cbinb Ha Tene. CO cAOB MaMbl, y pebeHka
C MEepBOro MeCALA XW3HWU NEPUOAMUYECKU MOABAAAACH ChiMb
Ha TeAe, NOAHMMaAach TemnepaTtypa A0 CybdebpUAbHBIX 3Ha-
YeHUN. KAMHUUYECKM: Ha KOXE TYAOBMLLA M B €CTECTBEHHbIX
CKAaAKax ManyAe3HO-NeTexManbHas Cbifb, Ha KOHEYHOCTAX eAM-
HWYHbIE AAEMEHTI CbIMK, renatocnaeHomMeraamsi. ObHapyxeHbl
HOPMOXPOMHasn HOpMoLMTapHas aHeMus 2-i cTeneHu, TPom6o-
uuToneHus, runepdepputMHemMus, koaryaronatvs. MposeseHO
MUCCAEAOBAHWE MUENOTPaMMbl, WCKAIOUYEH remobAacTos.
Metopom MUP BbisBAeHO AHK LIMB, pebeHok nepeBeaeH
B MHOEKLMOHHBIN CTaUMOHap AAS AAABHENLLErO AeYEHUS.

B Bospacte 5 mec pebeHok BHOBb moctynua B MAIKB
C Xanobamu Ha OAeAHble KOXHblE MOKPOBLI, TPEMOP HUX-
HWX KOHEYHOCTEW, COXPAaHSAIOLLMECA W3MEHEHWA B aHaAu3e
KpoBW. NabopaTopHO: OTpuLaTEAbHAs AMHaMMKa aHeMuu

U TPOMOOLMTONEHUN, CHUXEHWE BUTaMuHa B,,. MposeaeHbl
TaHAEMHasi MacC-CNEKTPOMETPUS U CKPUHUHI-TECT Ha AM30-
COMHble OOAE3HM HAKOMAEHUS — OTKAOHEHUSI He BblBAE-
Hbl. AHEMWYECKUIA CUHAPOM KynupoBaH, MauUMEHT BblNWUCaH
B YAOBAETBOPUTEABHOM COCTOSIHUM, PEKOMEHAOBAHbI KOHCYAb-
Tauus reHeTMka, NOAHOE 3K30MHOEe CeEKBEHUpOBaHWe. Yepes
14 pHel NOBTOPHas rocnuTaAM3auus B CBS3WM C aHEMUEWN.
B KAMHUUYECKON KapTUHE COXPaHAITCA renatocnAeHOMeraAms,
TpaHcdy3MOHHO3aBUCMMasA aHeMusl, TPOMOOLMUTONEHUS, Koa-
rynonatus. o3aHee CTan M3BECTEH pPe3yAbTaT FeHETUYECKO-
ro uccaepoBaHusa — «femodaroumtapHbii AMMGOrMCTUOLMTOS,
MyTaums B reHe STXBP2». HauaTa Tepanusa cornacHO NpoTOKOAY
HLH-1994, nomnck noaxoAfLLLEro AOHOpa.

06¢cyxaeHue. CIN\ 5-ro TMna pasBuBaeTcA B pesyAbrate
MyTauum B reHe STXBP2. CT\ maHUdecTUpyeT B rpyAHOM BO3-
pacte ¢ HecneuMduyeckmux CMMMTOMOB, OTYErO B AUddepeH-
UMaAbHBIA MOUCK BXOAAT MHOEKLMOHHbIE 3ab0AEBaHUS, BPOX-
AEHHble HapyweHusi 06MeHa BeLLECTB, BPOXAEHHbIE MOPOKU
pa3BuUTMA. Ha AaHHBI MOMEHT CYLLECTBYIOT MEXAYHAPOAHbIE
AMArHOCTUUYECKHUE KPUTEPUU, NPU Habope 5 U3 8 KAMHUYECKMX
W/MAM AabopaToOPHbIX CUHAPOMOB MOXHO 3anop03puTb CTA, HO
OKOHYATEAbHbIN AMarHo3 GOPMyAMPYETCS MOCAE MOATBEPXKAEH-
HOrO reHEeTMYECKOro UCCAEAOBaHUA.

3akaroueHue. \eT1 rpyAHOro U paHHEro Bo3pacTta SABAAKOT-
CA rpynnov pucka no BPOXAEHHbLIM NOPOKaM U reHETUYECKUM
3aboneBaHMAM, MO3TOMY CTOMKO COXPaHSALWMECH CUMMNTOMbI,
OTCYTCTBME 3ddeKTa OT NMPOBOAMMOIO A€YEHUA — MoKa3aHue
ANSI NPUBAEYEHWSA Bpaya-reHeTMKa U NPOBEAEHUA COOTBETCTBY-
IOLLIMX UCCAEAOBAHWI. B AaHHOM cAaydae Braropaps CAaXKeHHOM
paboTe MHOMMX CNeLuuasucTtoB BOBPEMS MOCTaBAEH AMArHoO3
W HauaTo AeyeHue.
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WCKUI NeAuaTpUUeCKUM XXypHanA.
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