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AKTyanbHOCTb. CHAPOM LLIBaxmaHa - AarimoHaa (CLUA) —
HaCAEACTBEHHOE ayTOCOMHO-peLeccMBHoe 3aboaeBaHue,
obycroBAEHHOE MyTaumMsMu B reHe Shwachman - Bodian -
Diamond syndrome (SBDS) Ha 7-i4 xpomocome 7qd1. CLUA
NPOSIBASETCA SK30KPUHHOM HEAOCTATOUHOCTBLIO MOAXKEAYAOUHOM
Xenesbl, AUCOYHKLMEN KOCTHOTO MO3ra U aHOMaAUSMKU CKeAe-
Ta, @ TakkKe MOXET NPOABAATLCA CEPAEYHbIMU, HEBPOAOTUYE-
CKUMWU aHOMaAMAMM U TEMaTOAOrMUYECKMMU HapyLUEHUSMU.
CLA nBAsieTcs peakuMm 3aboAeBaHWEM, €ro pacnpocTpaHeH-
HOCTb B MUpe cocTaBasieT 1 cayualt Ha 75 000 uenoBek. [Mocne
MykoBMcumnao3a CLUA cunTtaeTca BTOPOW No Yactote NPUYMHON
9K30KPUHHOW HEAOCTATOYHOCTU MOAKEAYAOUHOM XKEAESbI.

KAnHUueckui cayuai. MaunerTtka M., 14 aet, 11.01.2022
NnocTynuAa B remMaToAorMyeckoe oTaeneHre MOopOo30BCKOM
AI'KB ¢ paHee BepudUUMPOBAHHBIM AMArHO30M «XPOHUYECKas
AENKOHENTponeHusi, cuHapoMm LLiBaxmaHa - AanmoHpa». Mpu
NOCTYNAEHWUU NPEABABASIAG Xano0bl Ha BNepBble BbIABAEHHbIE
aHeMuio 1-2-i creneHu, TpomboumToneHnto Ao 61 x 109/a
nocae nepeHeceHHoro OPBW.

M3 aHaMHe3a XW3HW U3BECTHO, pebeHoK oT 4-i1 bepemeH-
HOCTU, B CEMbe TPoe AETEWN, BCE C YCTAHOBAEHHbIM AMArHO30M
CLUA, poanTear umetor 6eCCUMNTOMHYIO dopMy 3aboreBaHMSA.
MauneHTka M. pocaa 1 pa3BMBanach B COOTBETCTBMM C BO3pac-
TOM, B 4 ropa nosiBUAUCb CUMMTOMbI CO CTOPOHbI XEAYAOUHO-
KMLLEYHOrO TpaKTa.

CocTosiHMe NpW NOCTYMAEHUU CPEAHEN TAXECTHU, CO3HaHUe
FICHOE, LBET KOXHbIX MOKPOBOB WM BUAMMbIX CAM3UCTBIX 060-
AOYEK OAEAHO-PO30BOW OKPACKW. TMHIMBUTBLI, CTOMATWUTbI He
OTMEYaAAUCh.

B kAMHMYeckom aHanm3e KpoBu oT 11.01.2022: ymepeHHas
TPOMBOLMTONEHUA (KOAMYECTBO TPOMBOLMTOB — 133 x 109/A),
aHemusa 1-i1 cteneHun (reMornobuH o6wwmin — 91,0 /A, KoAMYe-

CTBO apuTpoumtoB — 3,58 x 1012/p), HOpMa CbIBOPOTOUHOTO
xenesza (33,80 MKMOAb/A), CHUWXEHWE MoKasaTener Auna-
3bl (5,00 Ea/A) M naHKpeaTuyeckor amuaasbl (2,30 Ea/A).
UccnepoBaHne Epstein - Barr virus VCA: MOAOXWMTEABHO,
> 200 Ep/ma (18G).

Mo pAaHHbIM MUenorpammbl oT 12.01.2022: 6AacTHbIe KAET-
kn — 1,4%, rpaHyAOLMTaApPHbIA POCTOK CyXEH, OTHOCUTEAbHO
YBEAMYEHO KOAMUYECTBO AMMPOLMTOB — 16,2%, umetroTca npu-
3HaKM MerarobAacTHOro KPOBETBOPEHUS, a Takxe dpparMeHTa-
LUMA U YPOAAMBOCTb SIAEP 3PUTPOKAPUOLIMTOB.

12.01.2022 noAyyeHbl pe3yAbTaTbl LIMTOrEHETUYECKOTO
MCCAEAOBAHUSA: OBOHapPYXEeHbl KOMMAEKCHbIE XPOMOCOMHbIE
nepecTporiki, B TOM YMCAe ¢ aAeneumnent del(5)(q31). NMpu ncecae-
AoBaHUKM MeTopoMm FISH B 80% sinep obHapyxeHa aAeneumsi
del(5)(g31), B 13% apep — MmoHocomua 7. Ha ocHoOBaHUKM paH-
HbIX LUMTOreHETMYECKOro MCCAeAOBAHMA ObIA AMArHOCTMPOBAH
MWEAOAMCMIAACTUYECKMI CUHAPOM, PEKOMEHAOBaHa TpaHC-
NA@HTaLMA rEMOMO3TUYECKUX KAETOK Kak EAMHCTBEHHBbIM NaTo-
reHeTUUYECKMI METOA Tepanuu.

OTmeyanacb nNOAOXMTEABHAA AMHamuka, 20.01.2022
naumMeHTka 6bina BbiNMCaHa M3 CTauMoHapa C pPekoMeHAaLW-
AMM O AAAbHENLEM HaBAOAEHUM MEAMATPOM, reMaToOAOroM,
racTpO3HTEPOAOIOM MO MECTY XWUTEeAbCTBA. NauneHTKa Hanpas-
AE€Ha B CreumManmM3npoBaHHOE OTAEAEHWE AAS TPAHCMNA@HTaLMK
KOCTHOro Mo3ra.

3aknatoueHue. CuHapom LLiBaxmaHa - AaliMOHA@ — peakoe,
Hensneunmoe 3aboneBaHWe, xapaKTepusyloleeca pasAny-
HbIMW GEHOTUMUYECKUMU MPOSIBAEHUAMU U BbICOKUM PUCKOM
pPa3BUTUS MMENOAMCNAACTMUECKOTO CvHAPOMa. Ha doHe Hew-
TPOMNEHUM MOTYT HaBAKAATBCS PELMAMBUPYIOLLME BUPYCHbIE
nHoekumn. CLUA TpebyeT HenpepbIBHOM Tepanuu U CTPOroro
KOHTPOASI CNELIMAAUCTOB Ha NPOTSXKEHUW BCEMN XU3HMU.

OCNOXXHEHUSA YXEAMHOKAMEHHOW BOAE3HU U OCOBEHHOCTH
AUHAMWKU 3ABONEBAHUA Y AETEU, CBA3b C UHOEKLUOHHbIM
MOHOHYKAEO30M. KAMHUYECKUMN CAYYAM
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AKTYyaAbHOCTb. XOAELMCTIKTOMUS SABASIETCA BTOPOW MO CTa-
™McTke (24,4%) onepaumert nocAe anneHAIKToMUKn (26,4%)
CpeAV MaLMEHTOB, FOCMNUTAAU3UPYEMBIX C KAMHWKOM «OCTPOrO
XMBOTa». B cpeaHeM 3ab0A€BAEMOCTb OCTPLIM XOAELMCTUTOM
cocraBaseT 145 cayyaeB Ha 100 TbiC. B3POCAOrO HaCeAeHwms.
XOAeumucTUT y petein ¢ 3aboAeBaHUSIMU OpPraHOB KEAYAOUHO-
KMLLEYHOro TpaKkTa BCTpeyaeTcs B 6% cayyaeB. [TokazaHuaMu
K XONELMCTIKTOMUKU MOTYT BbITb OCTPbIA U XPOHUYECKUIA XOAE-
LUMCTUT, OOCTPYKLMS XKEAYHOro MpOoTOKa. TeueHue XEAUYHO-
KameHHoW 6one3Hn ()KKB) oTaMuaeTca y B3POCAbIX U AETEW.
Y peTeit peAko pa3BMBAETCS XOAELMCTWUT. B ocHOBe pasBuTUSA
XOAELMCTUTA MOXET BbITb BUAMApPHAsA rMNePTEH3NS, BOSHUKLLASA
M3-3a M3MEHEHUsI cocTaBa xeAnun. dakropamu, NPOBOLMPYLO-

LWMMKU M3MEHEHWE COCTaBa XeAuM, ABASIKOTCS reHeTuuyeckas
nNpPeApPacnoAOXEHHOCTb (reHbl, koaupytowme HLA-B12, -B18
n Ap.), GakTopbl BHELLUHEW CpeAbl (BPEAHbIE MPUBBIYKU, HYTPH-
TWBHblE HapyLLEHUS, NOTPEOAEHNE HEHOPMHUPOBAHHOM BOAbI),
3aboneBaHuA, nopaBastoliMe yHKUMKM NeyeHu. B npeactas-
AEHHOM KAMHUYECKOM CAyYae Pa3BUACH OCTPbIM KaAbKYAE3HbIN
XONELMCTUT Ha doHe XKB, 6bin0 pelleHo NPOBOAWTb CHUHK-
TEPOTOMMIO, MCXOAA M3 OOCTPYKLUMM AYOAEHAABHOTO COCOYKa
M NPOTOKOAA KAMHWYECKMX pekomMeHpauuin 2021 r. AaHbl
PEKOMEHAALMM O MPOBEAEHUMN XONELIUCTIKTOMUM B ByayLLEM.
KAuHuueckui cayuai. auuneHt, 13 AeT, NOBTOPHO 06pa-
TMACS B Mopo3oBckyto ATKE ¢ OAHOKPaTHOM pBOTOM, KAMHUKOM
«OCTPOr0 XXMBOTa», CMHAPOMOM TOKCWMKO3a. [lepeHeceHHble

Russian Pediatric Journal. 2022;3(2):396-429

2022;3(2):396-429

WCKUIA NeanaTpUUeCcKUi XXypHan.
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