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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.

Poccu



Short Reports

KpaTtkue coobwieHus

3aboneBaHUSA: MHOEKLMOHHbIA MOHOHYKAEO03, Y3AOBasi apuTe-
Ma; XpoHuYeckue 3aboreBaHUs: MUKpocdepouuTapHas aHe-
MWS, @ TaKKe AMCKMHE3UA XEAYEBbLIBOASLLUMX MyTEW, OCAOX-
HeHHaa XXKB u peaktMBHbIM naHKkpeatutoM. BakuuHauua no
UHAMBKAYaAbHOMY rpaduKy. 3aduKCMpoBaH CAyYai Bble3pa 3a
rpaHuLy MeHee 2 Hea Ha3aA. [1py 0cMoTpe 3aMeUeHbl XeATYLL-
HOCTb CAM3UCTbIX 0BOAOYEK, MKTEPUYHOCTb CKAEP, BOAE3HEH-
HOCTb NpW MaAbnauMKn XWBoTa B NpaBoi noapebepHoi obha-
CTW, AeOULMT MaccCbl TeAa, CTYA B HOPME.

NabopaTopHble AaHHble: WHEKUMU (CUPUAKMC, rena-
T C 1 B, BUY) He obHapyxeHbl. IgG kK SARS-CoV-2 — 57,11 Ea.
OTMeuYannCb AAKTOaUMAO3 U TMIMOTAUKEMMUS, TMNEPKANHKUS, TMMNo-
HaTpuemus, rmnokaanemusa (O MMoAab/A), runokanbupemus (O
MMOAb/A) B MEPBble AHW MNOCTYNAEHUA (Aanee MPOBOAMAACH
KOPPEKLMA BOAHO-IAEKTPOAUTHOTO BanaHca, ra3oB KPOBH), aHe-
MUWSI AEFKOW CTEMEHM TAXECTW, OTHOCUTEeAbHasi U abCOAOTHas
AMMOOUMTONEHUS, I03UHOMEHMA, HEUTPOPUAMS, MNOBbILIEHUE
CO3. B aHaAM3ax MouM B AMHaAMWKe HabAOAAAMCH remaTypus,
H6aKTepUypUa, NPOTEUHYPUA, AEMKOLMTYPUS, KETOHYPHS, MOBbI-
LeHWe NUIrMeHToB — buAnpybuHa U ypobuamHoreHa. B 6uo-
XMMWUYECKOM aHaAn3e KpPoBU — runepdepMeHTeMUA NeveHw,
B AMHaMUKe HabAtOAAAOCH NOBbILLEHWE anbda-amMuAasbl, NOBbI-
LeHune nakTataerraporeHassl (AAlN), cmellaHHas runepbuanpy-
6MHEMMA C NOBbILLEHWMEM 3HaYeHW B 5 pas. [locre AeveHus
runepdepmMeHTEMUS NeYEeHN ncUe3na, nokasatear anbda-amu-
Aa3bl ¥ 6UAMPYBMHA NOBbILLEHbI C TEHAEHUMEN K CHUXEHWIO.

MHCTpyMEeHTaAbHbIE A@HHbIE: MPW YABTPA3BYKOBOM WUCCAe-
poBaHuu (Y3U) opraHoB OptoLLIHOM MOAOCTM B AMHAMUKeE
OTMEYaAOCb PacLUMPEHME XONEAOXA NO KMCTO3HOMY TUMY, A€BO-
r0 MEeYEeHOUYHOro XEAYHOro MPOTOKa, YBEAMYEHWE pPa3MepoB
XEAYHOrO My3blpsi C HEOAHOPOAHbIM COAEPXMMbBIM W TUne-
P3XOreHHbIMU BKAtOUEHUsIMKU (A0 10 mMm). 14.09.2021 6bian
3aMeUeHbl KOHKPEMEHTbI B 0OAACTU LLIEMKKU XEAYHOTO My3bIps,
Ha ypoBHe ®arepoBa COCOYKa (B AMHAMUKE YBEAUUMACS).

CTpyKTypa NOAXEAYAOUHOM XeAe3bl HEOAHOPOAHA, MMMNepaxo-
reHHa. CnaeHomeranusi. MarHuTHO-pe30oHaHCHasi XOA@HIMO-
naHkpeatorpadus (MPXII) noaTBeparAaa 3akatoueHns no Y3U:
XKB ¢ 0CAOXHEHUAMM — OCTPbIM KaAbKYAE3HbIM XOAELMCTUTOM
W PEaKTUBHbIM NaHKpeaTUToOM.

AnarHos «K80.1 OcTpbi KAAbKYAE3HbIN XOAELIMCTUT, KEAY-
Has KOAWMKa» OblA MOCTABAEH, WMCXOAA M3 AAHHbIX aHaMHe-
33, KAMHUKO-AAOOPATOPHbIX M WMHCTPYMEHTAAbHbIX AAHHbIX.
MatoreHe3 XKB sIBAAETCA MHTEPECHOM 4acTbld AAHHOMO CAy-
yan, Tak Kak B aHaMHe3e XW3HW Yy NauMeHTa NepeHeceHHbINn
MHOEKUMOHHbIM MOHOHYKAEO03 U XPOHWUYecKoe 3aboreBaHne —
MuKpocdepoumTapHaa aHemMus. MHGEKUMOHHbI MOHOHYKAE03
ABAAETCA TPUITEPHLIM GAaKTOPOM AAA MMKPOCHEPOLMTapHOK
aHemuun n XKB. Bo3byauteab UHGEKLIMOHHOIO MOHOHYKAE03a
OKa3blBAET AEWCTBME Ha MEYEeHb U CeAe3eHKy (renaTtoCnAeHo-
MeraAusi) ¢ HapyweHuem OGyHKUMK opraHoB (runepdepmMen-
TEMUA MEYEHU), Ha cepale — C Pa3BUTUEM MUOKapAWTa, Ha
NOAXKEAYAOUHYHO XeAe3dy — C Pa3BUTUEM PEaKTMBHOMO NaHKpe-
atuta (Y3U-npr3Haku 1 NOBbIWEHWE YPOBHSA NaHKpeaTUYeCcKon
amMuAasbl).

BbIAO NPUHATO pelueHne 0 NPOBEAEHUU SHAOCKOMUYECKOM
PETPOrpapHoON XxoAaHrMorpaduu, NaANUAAOCHUHKTEPOTOMMUM,
PEBU3UN XKEAYHbIX NyTEW C WMCMNOAB30BAHWEM AYOAEHOCKO-
na Olympus TJF-Q180V un kop3uHku Aopmua. Mocaepyrollan
Tepanua cumnTomatnyeckas (MHOY3MOHHas Tepanust TAOKO-
30-COAEBbIMW PaCTBOPaMM, CNasMOAUTUKK, aHTUCEKPETOPHasn
Tepanus), aHTMbakTepuanbHas (aMMUUMAAMH + cyabbakTam,
aMuKauuH). PekomeHAOBaHbl npenapatbl yPCOAE30KCUXONE-
BOM KWCAOTbl, OMENPa30A, aHTaUMAbl, KOHTPOAb COCTOSIHUSA
W NPOBEAEHMWE CMAEHIKTOMUM U XONELIUCTIKTOMUMU B ByAyLLEM.

3aknatoueHue. [peaCcTaBAEHHbIN CAyYal MHTEPECEH naTore-
He30M pa3BuTHa XKB 1 XOAeUMCTUTa B AETCKOW MpakTUKe, Tak-
TUKOW BEAEHWA MOAOBHbIX CAyYaeB, CMMBMO3a XMPYPruyeckoro
W TepaneBTUYECKOrO AEYEHHUS.

KAUHUYECKUIA CAYUYA TUMTODOCHATA3UU

Y HOBOPOXXAEHHOIO PEBEHKA

KonukoBa M.A., bypkoBa K.I.
HayuHbIi pyKOBOAUTEAb: K.M.H., AoueHT AapuHa A.E.

Kadeapa nponepeBTUKK AeTCKMX BoaesHern NP GTAQY BO PHUMY um. H.WU. MNMuporosa MuH3apaBa Poccuu

IBY3 Mopo30oBCcKas AeTCKan ropoACKasn KAMHUUYeckas 60AbHULA A3M

AKTyanbHOCTb. [MNodochatasnsas — ato oppaHHOE, BPOX-
AEHHOEe, TeHeTUyYecku oOyCAOBAEHHOE, MeTaboanuveckoe
3aboneBaHue, BbI3BaHHOE AEOULMTOM LLEAOYHON docdaTa-
3bl, BO3HMKAWOLWMM WK3-3@ MyTaLUMW B TEHE, KOAMPYHOLLEM
HecneumMduuecknin TKaHeBOM KM30DEPMEHT LUEAOYHOM ¢oc-
daTtasbl, ¥ MNPOSABASIOLLEECS HapyLleHWEM MWHepaAr3aLmuu
KOCTeW ckeneTa 1 3y60B, a TakKe CUCTEMHbBIMU OCAOXKHEHUSIMU.
PacnpocTpaHeHHOCTb AaHHOTO 3aboaeBaHKs B Poccun cocTas-
Aset 1 caydant Ha 100 000 HaceneHus.

KanHuueckui cayuan. PebeHok, 2 mec, oT matepu 35
AET C OTATOWEHHBbIM aKyLlEPCKO-TMHEKOAOTMYECKMM aHaM-
He30M: 18 AeT — 3KTOMUSA LWEeNKU MaTKW, XUpypruyeckas
Koppekumnsa. bepemeHHocTb BTOpas: | Tpumectp — B 4 Hep
yrpo3a BblkMAbILLIA, peTpoxopuanbHaa rematoma, Il u lll Tpu-
MecTpbl — 6€3 natonornu, 1-e poAbl MyTEM KecapeBa CeyeHus
B CBfI3U C NMPEXAEBPEMEHHbBIM U3AUTMEM OKOAOMAOAHBIX BOA,
NPU3HaKaMK XPOHUYECKOM TMMOKCUU MAOAQ, KPYMHbIM pas-
MEPOM BHYTPUYTPOBHOro pebeHka 1 HErOTOBHOCTLIO POAOBbLIX
nyten. Mpu poxaeHun macca — 4340 r, pAAvHA Tena — 57 cwm.
APGAR — 7/7 6annoB. Obpallaanm Ha cebsi BHUMaHWE OTHO-
CUTEAbHOE YMEHbLUEHWE Pa3MepPOB FPYAHOW KAETKW, MSTKue
KOCTW 4epena, KOpoTkas OTeyHas Les, OTHOCUTEAbHOE YKO-

pOYEHMe NAeYEBbIX KOCTEW, BpPaxMAAKTUAMS CTOM, TUMOTOHMS,
rMNEepPnoOABUXHOCTb CYCTaBOB. PEHTreHOAOTMUYECKM: YMAOLLE-
HWe TeA NO3BOHKOB, AePOpMaLMA TOAOBOK MAEYEBbLIX KOCTEW,
NOBbILLIEHNE MOPO3HOCTU KOCTHOM TKaHW. Ha G- MUH XWU3HU
y pebeHka OTMeuyanoCb HapacTaHWe AblXaTeAbHbIX HapyLle-
HWW, NepeBeAeH B OTAEAEHWE peaHUMaLMU U UHTEHCHBHOM
Tepanuu (OPUT) Ha NCKYCCTBEHHYO BEHTUAALMIO Aerkux (MBA).
NabopaTopHO: pecnupaTopHoi auma03, HEMTPODUAES CO CABMU-
roM GOPMyAbl BAEBO, CHUXEHUWE YPOBHSA LLEeAOYHOW docdaTa-
3bl, AEMKOUMTYPUS. YCTAHOBAEH AMArHo3: «BpoxaeHHas NHeB-
MoHUA. Tunodocdartasuns, nepuHatanbHaa Gopma». NeuveHwue:
MHOY3UOHHas, aHTMBaKTepuanbHas, reMocTaTuyeckas, Kapaw-
OTOHUYeCKas Tepanus, achoTtada arbda 2 Mr/Kr/cyT.
02.09.2021 pebeHok bbiA nepeBeaeH n3 ®reY HMULL ArM
um. B.U. KynakoBa B Mopo3sosckyto ATKB B OPUT Ha UBA. Mpu
NOCTYNAEHWUU COCTOSIHUE TaxeAnoe. KOoXHble MOKPOBbI BAeAHO-
PO30Bble, MPEXOAALLAS MPaMOPHOCTb. Typrop TKaHew CHUXEH.
OtekoB HeT. ApbixaHue: UBA. SpO, — 95%. AycKyAbTaTMBHO:
AbIXaHWE XEeCTKOe, MPOBOAMTCS PaBHOMEPHO, OCAABAEHO
B HWXHUX OTAEAAX, KPEMUTUPYIOLLME W MPOBOAHbIE XpUnbl. [pK
caHauuu: benecoBatas MoOkpoTa 6e3 MaToAOrMYecKkoro oTae-
Asemoro. femoprHamMmuka ctabuabHasa. AN — 93/55 Mm pr. CT.



