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T'enmaTocnieHoMeraxus BecTpeyaercs IIPU MHOTHX 3200/ IeBaHUAX, C HEH YaCTO CTAJIKUBAIOTCA B CBOEI
MPaKTUYECKOI IeSITeTHbHOCTH BPAUYU PA3JIMYHBIX CIEIHAJIBHOCTEH. ITO BeAyIIUil KINHUYECKHH CUM-
IITOM IIPH psge penkux (opdaHHBIX) 601e3Hel, B YacTHOCTH IIpu Gose3nu 'omre. B craThe npencras-
JIeHBI IOAPOGHAA XapaKTePUCTHKA JAHHOTO HACJEeICTBEHHOTO 3a00IeBaHUA, OTHOCSIIETOCHd K JIN30-
COMHBIM 00JIe3HAM HAKOILJIEHH I, COBPeMeHHbIe BO3MOKHOCTH €Tr0 TUAaTHOCTUKM U JedeHus. Onucano
KJINHUYEeCKoe HaluiofgeHne 3a peGeHKOM 6 JieT ¢ remaTociiieHoMerajiueil, KOTOpOMYy Ha OCHOBaHHMU
KOMILIEKCA JIa0OPATOPHBIX M HMHCTPYMEHTAJBbHBIX METOJO0B 00GCIeTOBAHMS YCTAaHOBJIEH AUATHO3
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(ORPHAN) DISEASES: GAUCHER DISEASE
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Hepatosplenomegaly occurs in many diseases. Physicians of various specialties often encounter it in
their practice. It is the main clinical symptom in a number of rare (orphan) diseases and in Gaucher
disease, in particular. A detailed description of this hereditary disease related to lysosomal storage
diseases is presented in the Article as well as its modern diagnostic and treatment features. A clinical
case of a six y/o pediatric patient with hepatosplenomegaly who was diagnosed with Gaucher disease
type 1 based on a complex of laboratory and instrumental examination methods and prescribed with
pathogenetic enzyme replacement therapy is observed.
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lenatocmienomeranusa (remaToJiMeHaJJIbHBIN
CUHAPOM) — TMATOJOTUUYECKUIN CHUMIITOMOKOMILIEKC
C OJJHOBPEMEHHBIM YBEJMYEHUEeM Pa3MepOB IeUeHn
U ceJieBeHKU. JTO HE CaMOCTOATEJIbHAA HOB30JIOTHU-
yeckad GopMa, a CHHAPOM, KOTODPBIA BCTpeUaeTCs
IpU MHOTHX 3a060JIeBaHUAX U CJIAYKUT IIOBOJOM
IJs1 yTAy0JIeHHOTO 06caeIoBaHUsA pebeHKa C IIeJIbI0
BBISICHEHUSI €ro MpPUYMHBI. YacToe OIHOBPEMEH-
HOe TIOpa’KeHUe MEeUeHU U CeJIe3eHKU O0BACHAET-
cA TeCHOU aHATOMHYECKOU CBA3bI0 STUX OPTaHOB,
00111e# 1 KPOBEHOCHOM 1 JUM(pATHUECKON cucTeMaMu
U WHHepBaIlWel, a TaKiKe NIPUHAAJIEKHOCTHIO K
MOHOHYKJeapHO# (aronurapuoii cucreme (MPC)
(peTuKyI09HIOTEINATbHAA CUCTeMAa NN MaKpoda-
rajgbHad cucrema) [1]. Kimanueckue nposaBieHUS
TrelaTOCILIEHOMETaJIu BO MHOTOM OIIPENeIsaioTCsA
3a00JieBaHNEM, KOTOPOE IIPUBEJIO K YBEJIUUYEHUIO
pa3MepoB opraHoB. HacTo opraHoOMerajusd IPOTe-
KaeT 6eCCUMIITOMHO U BBIABJISAETCA CIydYaliHO IpU
IUCTIaHCEePHOM 00cjIeoBaHUU MU IPU 00CcjenoBa-
HUY 110 TOBOJY OCTPOT'O COCTOAHUS (PEeCIIpPaTOPHbIE
vHpEKIUY W ApP.) WJIN Ke JeTH MOTYT IpPeIbsB-
JIATH KajJ00bl HA YYBCTBO TAMKECTH U PACIUPAHU
B IIPABOM U /WJIV JIEBOM IOIpe6ePhbAX U yBeIUUEHUE
OKPYIKHOCTH JKUBOTA.

Y nereii remaToCILIEHOMETAJIUs BCTPEUAETCS
yare, YeM Y BBPOCJIBbIX, YTO O0YCJIOBJIEHO HE TOJIHKO
aHATOMO-(DUBUOJOTUUECKUMU OCOOEHHOCTAMM, HO
u ocobeHHOcTAMU peakiiuu M®PC Ha TOBpeKIEHNE.
Hawu6osiee uacTo OHa BBIABJISAETCA Y AeTeH MJagInei
BOBPACTHOI Ipynmsl (IepBble 3 rofa KU3HU), IPU
STOM CHEKTp 0ojie3Heil, MPU KOTOPBIX NUATHOCTHU-
PYIOT HaHHBIN CUHIPOM, PACIIUPAETCA. ¥ HOBOPOIK-
IEeHHBIX U IeTeli pAaHHEro Bo3pacTa HauboJjiee 4acToi
MIPUYUHOMN TenaTOCILIEHOMETaJIuU ABJIAIOTCA TeMO-
JuTudecKas 60Jie3Hb, BHYyTPUYTPOOHBIE MH(MEKITUH,
BPOXKI€HHBIE TIOPOKY Pa3BUTHUA, HOBOOOPA30OBAHUS.
B GoJjiee crapiiieM Bo3pacTe OHA Pa3BUBAETCSA IIPU
Pa3JMUYHBIX TATOJIOTUYECKUX COCTOAHUAX, TaKUX
KaK:

— OCTpBIE U XPOHUUYECKUE 3a00JIeBaHUA EeUEHN
MHQPEKIIMOHHOTO 1 HEMH(EKI[MOHHOTO I'eHes3a;

— CEepIeYHO-COCYIUCTHIE 3a00JeBaHUA (XPOHU-
yecKad cepledyHasd HeJOCTATOUHOCTH, BPOXKJEHHEBIE
U TpuoOpeTeHHble 3a00JI€BAHUA COCYLOB IIOPTAJb-
HOM CHUCTEMEI U IIP.);

— wuHbpeKIUOHHbIe B3abojeBaHUA (MaJApUd,
JeNmManmnos3, Opylesie3, MOHOHYKJEO3 U AP.),
TJINCTHBIE U Iapa3uTapHble MHBA3UN;

— cucCTeMHBIe 3a00JieBaHUA KPOBU, TreMobJiac-
TO3BbI;

— penKue HaCJeICTBeHHBIe 00Je3HU O0OMe-
Ha (Oose3np Iomre, medUIIUT JTUBO0COMHOI KucC-
JOoM Jsmnasnl, Oojse3dHsr Hwumana—IIuka, 0oJe3HBb
Buabscona—Kounosamnosa u ap.) [1, 2].

OnHO M3 HACJIEACTBEHHBIX 3a00Je€BaHUM, NPU
KOTODPOM TelaToJNeHAJbHBIN CUHAPOM SBJSETCA
BEIYIIUM KJIWHUUECKUM IIPOABJIEHUEM, — 60JIe3HB
Tome (BI') (kox mo MKB-10 E75.2 — «IIpyrue
chuHTrOTMTINAO03EI»). BI' — Hamboee yactasa popma
JIUB0COMHBIX 00JIe3Hell HaKOIJIEHUdA, NPUYNHA —
medpext rema GBA, KOAUPYIOIIEro JU30COMHBIN

dbepment P-D-raorkosugasy (rioKoiepedposu-
Ia3y), OTBETCTBEHHBIN 3a KaTaboJu3M JUIHUIOB.
Tun HacyieqoBaHUA ayTOCOMHO-pellecCuBHBIN. IIpu
HQJIWUYUKA JBYX MYTAHTHBIX aJljiejiell oTMedyaercs
3HaUNTeJbHOE CHUKeHue (MeHee 30% OT HOpMAJIb-
HOTO YPOBHA) KaTaJUTUYECKON aKTHUBHOCTU TJIIO-
KoIlepeOdpos3niassl, UTO IPUBOAUT K HAKOIJIEHUIO
B JIN30COMaxX MaKpodaros ritokoiepedposuna. I'en
TUIIOKOIlepe0po3ugashl KapTUPOBAH Ha XPOMOCOME
1g21. Yacrora BI' B 00IIe# IONyJIAIIUN COCTABJIA-
er 1:40 000-1:70 000; cpemu eBpeeB-allIKeHa3UW
(BeIxOaIeB U3 BocTounoit EBpomnsr) — 1:450-1:1000
[3, 4]. BospacT manudecramuu 3a601eBaHUS IIITPO-
KO BapbUPYeET, a KINHUYECKUE IPOABIEHNA XapaK-
TepU3yioTcAd MOAUMOP(MUIMOM IIPOABIEHUN — OT
0ECCUMIITOMHBIX [0 TKEJBIX JIETAJBHBIX (opM.
B 3aBUCUMOCTHU OT KJIMHUYECKOTO T€UEHU BBIIEJIA-
1oT Tpu Tuna BI':

Tun 1 — HeHeMPOHOIaTUYECKUIA;

Tun 2 — nHGAHTUIBHBINA UJIU OCTPHIN HENPOHO-
IaTUYEeCKII;

THUO 3 — HOAOCTPHIN HENPOHOTIATUYECK .

BI' Tuma 1 BcTpeuaeTcAa 4acToO U B OTJIMUUE OT
2-10 1 3-T0 TUIIOB IPU HEM HePBHAA CUCTEMA B IIaTO-
Joru4yecKuil mporecc He BoBiekaercs [5]. IIpu BI'
1-To Tuma OCHOBHBIE KJIMHUYECKUE MPOABICHUA —
remaToCIIJIEHOMETaans, TeMOPParuuecKuii u acre-
HUYECKUI CUHAPOMBI (2CCOIMUPOBAHBI C TPOMOOIIH-
TOIleHNUel, aHeMuel NI MaHIIUTOIeHneil), 3aIeprK-
Ka ()U3UYeCKOT0 U IOJIOBOTO PAa3BUTUSA, HAPYIIIEeHUE
TMOABUIKHOCTU B CyCTaBaX, MATOJOTUUYECKUE Tepe-
JIOMBI, 60OJIM B KOCTAX (KOCTHBIe Kpusbl) [6—8].
TematocnieHomMeranua — Hambojee PaHHUN IIPHU-
3Hak BI' 1-ro Tumna. CesleseHKa MOKET yBEJIMUNBATh-
ca B pasmepax B 5—80 pas. ITo mepe mporpeccupoBa-
HUA 3a00/I€eBaHUSA U BRIPAKEHHOTO YBEJIUUEHU S Pas-
MEPOB OpraHa BO3MOKHO Pa3BUTHE MHPAPKTOB UJIN
pas3pbIBa cejie3eHKU ¢ BOBHUKHOBeHUEM (haTaJIbHOTO
KpOBOTeUeHUs. ['emaToMeraans MOMKeT OBITH BbIpa-
JKeHa B MEHbIIIel CTelleHU U Pa3BUBATHCA B OoJiee
mo3gHME cpoKu 3aboJsieBaHUsA. ['eMopparuyecKumit
CUHAPOM O0YCJIOBJIEH TPOMOOIIMTONIEHUE M Hapy-
meHreM (PYHKIIUYA TPOMOOIIMTOB U IPOABJIAETCA B
BHU/l€ PA3BUTHUSA MIOAKOMKHBIX T€MaTOM, ITOBBIIIIEHHOMN
KPOBOTOUUBOCTU CJIUBUCTBIX O0O0JOUEK, IJIUTEb-
HBIX KPOBOTEUEHHWH IOCJe MaJbIX OMepPaTUBHBIX
BMEIIIATEJNbCTB, 9KCTPAKIUU 3y00B, MEHOPPATruil u
np. IopaskeHne KOCTHO-CYCTaBHOUM CUCTEMBI MOYKET
IPOTeKaTh B BUAE OECCUMIITOMHOII OCTEOIeHUH,
K0Js16000pas3Hoii JepopMaIiii JUCTAJBLHBIX OTIEIOB
OeIpeHHBIX KocTell (KOOI OpJieHMeliepa), a TaKKe
B BUJE TAMKEJIEHUIIEro 0CTeoIlopo3a, COIPOBOKAAE-
MOTO MHOJKECTBEHHBIMU NATOJOTUUYECKUMU Iepe-
JIOMaMHU U UIIEeMUUYECKUMU HeKPO3aMU, PA3BUTHEM
BTOPUYHBIX OCTEOAPTPO30B U TSKEJBIX HeoOpaTu-
MBIX OpTONeAuYecKux AedeKToB. KarKkabiil TpeTuit
0OJIBLHOII MOJYKET IPEeIbABIATH *KAJT00bI HA XPOHU-
yecKue 001 B KOCTAX, KOTOPBHIE B PsAle CIyUaeB
(o070 9% ) MOTYT IIPOTEKaTh B BUJe KOCTHBIX KPU-
30B — MHTEHCUBHOM 60JM B 00JIACTY HMKHUX WU
BEPXHUX KOHEUYHOCTEM, COIIPOBOMKAAEMOM Trumepe-
Muei u 60JIe3BHEHHOCTHIO B 00JIaCTH CYCTaBOB, CHU-
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JKeHUeM NBUTATeJbHON aKTHUBHOCTHU, JUXOPAIKOM,
03HOOOM, IIOBBIIIIEHHMEM YPOBHSA MapKEpPOB BOCIAa-
JeHudA (JIeNKOIUTO3, MOBBIIIIEHHAA CKOPOCTh Ocena-
HudA sputponuToB). BI' 1-ro Tuna HamboJsiee yacto
IeOIOTUPYET B IIEPBOE U BTOPOE AECATUIIETHE JKU3HU
(56%), npuuem y 68% marmeHTOB — B IePBOE IeCs-
THUJIEeTHE JKU3HU, a MOUTHU y MOJIOBUHEI (48%) — B
BO3pacTe 10 5—6 JerT.

IIpu BI' 2-ro Tuna KJAMHUYECKUE IIPOABJIECHUS
IUaTrHOCTUPYIOT YoKe Ha IIePBOM IOy KU3HU, U1 OHU
OBICTPO IIporpeccupyioT. 3abosieBanre XapaKTepu-
3yeTcs Pa3BUTHEM T'ellaTOCIJIEHOMETANNN, 3aAePsK-
KO IICUXOMOTOPHOTO Pa3BUTUA, OMIaTEPATHLHBIM
GUKCUPOBAaHHBIM KOCOTJIa3UeM, TuieppedieKcreii,
TMOJIOXKUTEJIbHBIM CHUMOTOMOM bBabumHCKOTO, IIPO-
TpPeccUpPyIoIeil CIaCTUYHOCTHIO C PeTPaKI[Me II1en,
MIPUCTYHIaMU TOHUKO-KJIOHUYECKUX CYAOPOT, Pe3u-
CTEHTHBLIX K TPAJUIIMOHHON MIPOTHUBOCYLOPOXKHON
Tepanunuu, BO3MOKHO HapyIlleHNe TVIOTAHU S, OCJIOMK-
HAeMOe acuumpanruoHHOW mnHeBMoHUel. IIpormos
TP JaHHOM THUIle 3a00JieBaHUA HeOIarOnPUATHBIN.

IIpu BI' 3-r0 Tuma HEBPOJIOTMUECKUE IIPOAB-
JIEH!S aHAJOTHUYHBI TAKOBBIM mpu BI' 2-ro Tuma,
HO BO3HUKAIOT II03Ke (ualle B Bo3pacTe 5—6 JeT
U cTapllie) U IPOTEKaloT MeHee BhIpakeHHO. [Ipm
JaHHOM THIIE XapaKTepPHO Pa3BUTHE OKYJIOMOTOD-
HBIX PAaCCTPOMCTB, TeHepaJn30BAHHBIX TOHUKO-
KJIOHUYECKUX CyIOpor, MUOKJOHuUN. Hapyrmenume
KOTHUTHUBHBIX (DYHKIIUI MOMKET IPOABIATHCSI OT
He3HAUNTEJIbHBIX M3MEHEHUHN BILIOTH A0 TAMKEIOH
IeMeHIUU. 3a00JeBaHNEe MEIJIEHHO IIPOTPECCUPYET
[3, 9].

HOuarnoctuxka BI' ocHoBaHa Ha BBIABJIEHUU
XapaKTePHBIX KJINHUYECKUX IPOABIEHUI — YBEJIU-
YyeHUEe Pa3sMepoB JKMBOTA U TellaTOCIJIEHOMeTaJnd,
3ajep;KKa (PU3UUECKOTO U II0JOBOTO Pa3BUTHUSI,
aCTeHWYECKUH CHUHIPOM, ITOBBIIIIEHHAS KPOBOTO-
YUBOCTh, 0OJIM B KOCTAX U CYyCTaBax UMW HaATUUUE
B aHaMHe3e IepPeIOMOB, BO3MOKHA HEBPOJIOTHYE-
CKasgd CHUMITOMAaTHKa B BUJE TIJIa30BUTaTeJIbHON
ampaKCUU WU CXONAIIErocsa KOCOTJIa3usa, aTaKCUH,
CHUKEHUSA KOTHUTHUBHBIX (OYHKIWNA; HN3MEHEHUS
B aHaJIu3e KPOBU — TPOMOOIMTONEHUSA, aHEMUSA
WY TaHIMUTOIeHuA. [lo HJaHHBIM YJIBTPa3BYKOBO-
ro ucciaenoBanusa (Y3M) u MarHUTHO-PE30HAHCHOMN
romorpaduu (MPT) opranoB OpIOIIHO¥ IIOJIOCTH
OIUATHOCTUPYIOT MPU3HAKM TelaToJNeHaJIbHOTO
cUHApOMa, AU(PPy3HbIE N3MEHEHHUSA NapeHXUMBI
meueHU W ceje3eHKU. IIpoBegeHme CTaHIAPTHBIX
peHTreHoJIoTUYeCcKuX nccaenopanuii, MPT u nencu-
TOMETPUH IIO3BOJISAET BBISBUTH TU(PQPY3HBIA OCTEO-
mopo3, K0JI0000pas3uyio medopMaInio JUCTATIbHBIX
OTIEeJIOB OeAPeHHBIX W IPOKCUMAJBHBIX OTIEJIOB
60ab111€6€ePIIOBBIX KOCTEI, Ouaru OCTeOJU3UCA,
OCTEOCKJIEPO3a U OCTEOHEKPO03a, MaTOJOTUUECKUX
nepesomoB. IIpu MopdoJIOTUYECKOM HCCJIefoBa-
HUY TYHKTaTa KOCTHOTO MO3Ta OOHApy:KUBaIOT-
ca kKJjgeTKku ['oirre, YTO OJHOBPEMEHHO IIO3BOJISET
WCKJIOUUTHL [AUATHO3 JUM@POTpoandepaTuBHOTO
3aboseBaHmusdA, remobJsactosa. JuarHocTuuecKuUit
mapkep BI' — moBbIlIeHNME aKTUBHOCTH XUTOTPUO-
3umassbl (TUAPOIUTHUUYECKUIT (hepMeHT, CUHTE3UPY-

eMbIil aKTUBUPOBAHHBIMU MaKpodaramu) B CBHIBO-
poTKe KpoBu. [IpyruM BBICOKOMH()OPMATHUBHBIM
TIOKAa3aTeJieM, XOPOIII0 KOPPEJUPYIOIUM C YPOBHEM
XUTOTPUOBUAABHI, MOKET OBITH YPOBEHb TIJIIOKO-
smichunrrosuHa (Lyso-Gbl) (mpu BI' o 3HaUUTE H-
HO TIOBBINIEH). «30JIOTOH CTAHAAPT» NUATHOCTH-
KU — OIpefesieHre aKTUBHOCTHU [(-D-TIr0K03ugassl,
KoTopasd OpU JaHHOM 3ab0JieBaHUU 3HAUYUTEIHHO
cum:xkeHa. Bcem mammenTam ¢ BI' pekomeHayetcs
OHK-nuarsoctuka. Onucano 6osee 400 myramnuii,
mpu sToMm myTarusa N370S (p.Asn409Ser) B romosu-
TOTHOM WJIA KOMIIAYHJ-T€TEPO3UTOTHOM COCTOSAHUU
HaunboJIee YacTo BhIABJIAETCA y nanueHTos ¢ BI' 1-ro
tuna, myranusa L444P (p.Leud83Pro) B romosu-
TOTHOM COCTOSHUHU Yallle acCOIMUPOBAHA C TAMKe-
JIBIM TeUeHUeM 3a00JIeBaHUA U C BEICOKOI YacTOTOM
BBIABJsSEeTCA y 00abHBIX BI' 3-ro Tmma, myramuun
H255Q (p.His294Gln), D409H (p.Asp448His) u
IVS2+1G>A u 84GG (p.Leu29Alafs*18) B romosu-
TOTHOM COCTOAHMUM XapaKTepHbI Aasa BI' 2-ro Tuna.

Huddepennuanibayio auarfHoctuky BI', yuwm-
THIBAs MOJUMOPPUEM U HECHeIUMUUHOCTh KJIU-
HUYECKUX MPOABJIEHUI, HE0OOXOAMMO ITPOBOIUTE C
OOJIBITINM KOJMYECTBOM 3a00JIeBaHUIT, B TOM UMCJIE
U pAIOM APYTUX HACJEJCTBEHHBIX 00JIe3Hel oOMeHa
(cM. Tabauiy) [3, 6].

OcHoBa martoreHeTudeckoro Jjeuenus BI' 1-ro
1 3-TO TUNOB, (hepMEHTO3aMECTUTENbLHAA Tepanus
(®3T), npu BI' 2-Tro Tuna HesdHeKTUBHA, TOCKOIb-
Ky IIpenapar He IPOHUKAET Yepes reMaTosHITeda -
yeckuit 6apbep. o3y epMeHTHOro IIpenapara Ajs
KaKI0To 00JIBHOTO MOA0UPAIOT UHAUBUAYATIBHO (OT
30-60 EIl/kr Ha BBemeHue npu BI' 1-ro Tuma nro
120 Ell/xr upu BI' 3-To Tuma) u BBOJAT OOUH Pas B
2 Heles W BHYTPUBEHHO KameJabHO. [[03y MOBBIIIIAIOT
WJIW CHUKAIOT HAa OCHOBAHUU OIEHKU KJIMHUYE-
CKUX TIPOSABJEHUIN B 3aBUCUMOCTU OT IOCTUKEHUSA
TepamneBTuueckoro sderra. Ha poccuiickom dap-
MAaIleBTUYECKOM DPHIHKE IIPEJICTaBJIEHBI CJIeAYIOIINe
mpenapatsl qiia P3T:

— UMHUIJIIoNepasa — MoguUIIMpoBaHHaa hpopMa
KHUCJION [-TyII0KO0Iepe6po3uasbl YesIOBEKa, IIOJIY-
yeHHasa 1o pekomb6uHaHTHOIN [HK-TexHOMOTHMH C
HCIIOJIb30BAHUEM JIMHUY KJIETOK AUYHUKOB KUTATi-
CKUX XOMSYKOB;

— BeJlarJioriepasa ajb(da — ouuieHHaa Gopma
dbepmeHTa B-rIOKOIEPEOPO3UAA3BI, MOJYUEeHHAA
TIOCPEJICTBOM TeXHoJioTuu pekomOmHauTHOU [THEK
JIMHUU YeJIOBEUECKUX KJIETOK;

— rajguriolepasa aabdha — pPeKOMOWHaAHTHAA
aKTuUBHaA GopMa [-TUIIOKOIepPeOpOo3uIashl UeJio-
BEKa, KOTOpasd 9KCIPECCUPYETCs B TeHETUUECKU
MOAMGMUIITPOBAHHBIX KJIETKAaX KOPHA MOPKOBHU.

OauH m3 WIUPOKO WCIOJb3YEeMBIX IIperapa-
TOB B JieueHUM namnueHToB ¢ BI' — umuriiomnepasa
(Tnypasum®). IIpenapar I'mypasum® — nmepBsiit 610-
aHaJIOT OPUTUHAJLHOTO IIperapara MMUTIJIOIepa-
3bI, 3apeructpupoBaHHublii B P® B 2019 r. mocie
IIPOBEeIEHUA B COOTBETCTBUU C MEKIYHAPOIHBIMU
U POCCUMCKUMEU PEKOMEHAAIUAMU KOMILIEKca
TOKJIMHUYECKUX W KJIUHUUECKUX WCCJIENOBAHUMA.
Ilo mx pesyabTaTaM NOATBEPIKAEHO €T0 IIOJHOE
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JuddepennuanpHasa guaraoctTuka 6oge3nu I'omre [3, 6]

Kauanueckue IIPOABJIEHUA

3atboaeBaHud 1 TuddepeHnnaIbHON JUATHOCTHKN

T'enmaTocnnenomeranusa

BrytpuyrpobubIe nHMEKIUN

T'enaTut (ayTOMMMYHHBIH, BUPYCHBIH)

Ipyrue HacyencTBeHHbIE 00JIe3HU oOMeHa (6oe3us Humana—

IIuka, 60o1e3us Bunscona—KonoBasoBa, rInKoreHoBas 060J1e3Hb,
HEIOCTATOYHOCTH ajb(da-1-aHTUTPUIICUHA, TUPOSUHEMUS, Te(DUIIUT
JIM30COMHOM KUCJIOM JINa3bl, TeMOXPOMATO3, TUCTUOIIUTO3, 60JIE3HD
dapbepa u ap.)

Temar T'4a n VMMIITOMBI
eMaToJIO! eCKue C 0 I‘eMO(i)I/IJII/IH

JIumdonposnudepaTuBHbIe U MUeJIOTPOIUdEepPaTUBHEIE 3a60I€BaHUA
AHeMUus XpOHUUYECKUX 3a00JeBaHUN
TpombonuTonIeHNYECKas IIypIypa

Bonesus Buinedpanga,
Hedumnut ¢onmeBoil KUCIOTHI U BUTAMUHa B1oy

KocTHO-CcycTaBHBIE IPOABIEHUS Ty6epKyes

N pnonaTuueckuit aBaCKyJIAPHBIN HEKPO3
OcteoMuenuT

Boau, cBasaHHbIe ¢ pocTOM KOcTel
PeBmaTosiornueckue 3ab60ieBaHUs

HeBpOJIOI‘I/I‘IeCKI/Ie CHUMIITOMBI

GM1-raurinosunmgos

TanaxkTocuaanmos

Boaesus Boasmana

BposkgenHas OKyJIOMOTOPHASA allPaKCHs

COOTBETCTBUE OPUTHHAJLHOMY IpellapaTy II0 BCeM
moKasaTeJasaIM, BKJIouasd a(p(peKTUBHOCTE 1 6e3omac-
HOCTh [10-12].

B kauecTBe wMJIOCTpAI[UUM TeaTOCIIJIEHOME-
rajum KaK BeIyliero KJIMHUYECKOTO0 CHUMIITOMO-
KOMILIeKca mpu auartHoctuke BI', HeoOXomamMoOCTH
HaCTOPOXKEHHOCTHU IIeAUaTPOB B paMKaX Oop()aHHBIX
3a00JIeBaHUM, a TaK)Ke CBOEBPEMEHHOT'O IIPUMeHe-
HUS PYTUHHBIX METOMOB AMATrHOCTUKU B aMOyJa-
TOPHOIT IpaKTuKe (YIbTPa3BYKOBOI'O METOLA 00CIe-
IOBaHUS U KJIMHUUYECKOr0 aHAJIn3a KPOBU) IIPUBO-
OIUM ONWCaHWe KJIMHWYeCKoro HabmiomeHus BI' y
pebenka 6 jer.

Knunuveckoe nabarodenue

Hesouka E., 2016 roma poskaenus. PebGenoxr ot I
0epeMeHHOCTH, MHpoTeKaBIIeil Ha (oxHe BarmHuUTa BO Il
TpumecTtpe m 0oTeKOoB B III Tpumecrtpe recramum. Pombr
I, na 38-i1 Hezesie recranuu MyTeM KecapeBa CEUEHUs B
CBABU CO cJIa0O0CTBHIO POJOBOM mesATeabHOCTU. IIpU POK-
neauu macca tesaa 3300 r, quuHa Tesa 53 cm. OneHKa mo
mrase APGAR 8/9 6annos. [IcuxoMOTOpHOE pa3BUTHE IO
BospacTy. IIpUBMBKY B CPOK corjiacHo HarnuoHagibHOMY
rasengapio. HacieancTBeHHBIN aHaAMHE3 He OTATOoINeH. o
rojga pebeHKa HAOIIOJAIN OPTOIE/ 10 MIOBOJY AUCILIA3UI
Ta3o0eiPeHHBIX CYCTABOB W HEBPOJIOT ([UATHO3 «IIepu-
HatasbHOoe mopakeHue ITHC»). Ilepenecennsnie 3aboJie-
Bauusa: OPBU, 6pouxur B 1 mec., Kejae30aeUITUTHASI
anemusa (2019), raiimopuT, BerpsaHas ocma, COVID-19
(2022).

B mapte 2022 r. (6 sieT) mpu AucHaHCEpHOM 00Ce-
IOBaHUM B JeTcKoM cany mpu ¥Y3W OproIrHoil Imojo-
CTU BIIEPBBLIE BBHISIBJIEHO YBEJWYEHNE DA3MEPOB II€UEHU
u cene3eHKU (meueHb: mpasada goaa (I10) 126 mm, jgeBas
mona (JIIO) 74 mwm, cemesernka 190x71 mwm). IIpoBemeHo
KJIMHUYECKOe HCCefloBaHme KpoBu. II0 MaHHBIM aHa-
n3a nepudepruuecKoil KPOBM MMEJN MeCTO IPU3HAKU
agemun (Hb 106 r/a1) u TpombGomuromeHuu (TpoMGO-

muTe 76x109/;). YuacTKOBLIM IeJuaTPOM HasHAUeHa
Tepanus mpemaparamu sxenesa (ckemesa (III) ruppox-
CHJi TOJIMMAJIbTO3aT) U (DOJIMEBOM KUCJIOTHI, PEKOMEH-
[IoBaHA KOHCyJbTanus remarosiora. Ciaemyer oTMETHUTb,
uyTo 1O pesdyabraTaM ¥Y3U GpIOITHOIN ITOJOCTH W 00IIe-
ro aHajaus3a KpPOBU, IPOBEIEHHBIX B Bo3pacTe 12 wmec,
MaTOJOTUYECKUX W3MEHEHUN BBIABJIEHO He OBLIO.
B 3 roga Oniio BbIABIeHO cHuykenue Hb mo 104 r/ix,
IeBOUKA HAaOJI0aIach YYaCTKOBBIM IeANATPOM C Oua-
THO30M «JKeJsie30Ae(UIINTHAS aHeMUs JEeTKOU CTEHeHM»
u moJsryuasia Tepanuio mpemnaparom skenesa (III), ogaako
uccIefoBaHNe KPOBU B AUHAMUKE BBITIOJHEHO He OBLIO.
T'emarosor (uiors 2022 1.) Ha OCHOBAHUU KJIWHU-
YEeCKOl CUMIITOMATUKHU, AAHHBIX UHCTPYMEHTAJILHOIO U
1a60paTOPHOTO METOLOB UCCJeNOBaHUA 3amomos3pua BIT
¥ HampaBuJ peGeHKa Ha JOMOJHUTEIbHbIE NCCIeL0BaAHMS
B MT'HII, B pesysbTaTe KOTOPBIX OBLIO YCTAHOBJIEHO
BBIPAYKEHHOE IOBBIIIEHNE aKTUBHOCTY XUTOTPUO3UAAZEI
(9610 mxmoab/a/u mpu HOpMe A0 100 MKMOJIB/J/q)
u riankosmiachuarosuHa (518 ur/mua mpu HOpMe 0,2—
5,0 Hr /M), & IO JaHHBIM YH3UMOJUATHOCTUKY — CHUIKE-
HUe aKTUBHOCTH TUIIOKOoIepedbposumassl 10 0,25 MmKkM /i1/1
(mopma 1,5-25 w~mxM/a/q).
HOCTHKA, HA OCHOBAHUU KOTOPO# B rene GBA BbIABIIE-

IIpoBemena IHK-puar-

HO 2 martoreHHBIX BapuanTa pP.Asnd09Ser u ¢.1483G
B KOMIIQYH/-T€T€PO3UTOTHOM COCTOSHUU. IIpu MOJIEKy-
JIAPHO-TEHETUYECKOM O0CJIeIOBAHUU POAUTENEN y OoTIja
obuapy:keHa myranusa p.Asn409Ser, y maTepu — BapuauT
RecNcil (¢.1448T>C, ¢.1483G>C, c. 1497G>C). [luaruos
«BI' 1-ro Tuna» OBLI TOATBEPIKIEH.

st yray6eHHOro 06Cae[OBaHUA JeBOYKA TOCIATA-
JIM3UPOBaHA B leuaTpudecKoe oraeneHre PenepajsbHOro
nenTpa (uroabs 2022 r.). IIpu ocmoTpe cocTossHUE pedeH-
Ka cpefHed TSKEeCTH II0 OCHOBHOMY 3a00JIeBaHUIO.
Temnepatypa Tena 36,60 C. Bec 24,3 xr, poct 121 cMm.
IIeBouKa NPABUJIBHOTO TEJIOCJIOMKEHUSA, YAOBIETBOPU-
TEeJILHOro nmuTanus. KoKHble TOKPOBLI 0JielHO-PDO30BLIE,

ODMY BPAUY
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YMEPEeHHOM BJIAKHOCTH, YUCThIe. IlaJbIUPYIOTCA €qu-
HUYHBIE U3 T'PYNILI MOAYEJIOCTHBLIE, IIOAMBIIICUHBIE,
maxoBble JUM(pAaTUUECKUe Y3JIbl — MATKUE, 9JIaCTUYHBIE,
6e30osiesHeHHBIe. KOCTHO-MBINIIEUHAA cucTeMa 0e3 IaTo-
JIOTUYECKUX U3MEHEeHU, IBUIKEHN B CYyCTaBaX B IIOJHOM
o0beme, medopmaliuii HeT. B JIeTKUX ObIXaHUE BE3UKY-
JIAPHOE, MPOBOAUTCS BO BCE OTHAEJbI, XPUIBI HE BBICIY-
muBaTCA. ['paHUIBI CePAIA He PACIINPEHbI, TOHBI PUT-
muusble, YCC 94 B munyTy, Al 95/55 MM pr. cT. sKuBoT
yBeauueH B o0beMme (cM. pucyHOK). Ileuenp +2 cm oT
Kpas pebepHoit gyru. CesneseHka +8 cM oT Kpas pebepHO
nyru. CTys perynsapHbIii, obopMIeHHbIH. [lu3ypun HeT.
HepBHO-TICUXWYECKOE PA3BUTHE II0 BO3PACTY.

Ananus kpoBu obmuii: Hb 113 r/m, spuTpomuTsl
4,4x1012/1, neiixormutsl 4,7x109/1, Tpom6ormuTer 119
4x109/7.

Ananus xpoBu Omoxmmwuueckuii: AJIT 17 Ex/n
(mopma <40 Ex/x), ACT 50 Ex/n (mopma <42 Ex/i),
ounupyoun obmuit 21 wMEmoab/a  (mopma 3,7—
20,5 Mmxmoab /i), menounad docharasa (II[P) 203 Exq/n
(mopma 60-400 Ex /), rarorosa 4,4 mmons /a1 (Hopma 3,3—
5,5 MMOJIb /1), 06IIMiT X0JecTepuH 3,8 MMOJb/J (HOpMa
3,1-5,2 MMO0JIb/JT), TUIONPOTEUABI BHICOKOI ILJIOTHOCTU
(JITIBII) 0,59 mmoab/x (0,78—1,68 MMOJIb /), IUIOTPO-
Teuabl HU3Koi# mnorHoctu (JITTHII) 2,6 mmous /a1 (HOpMa
1,55-3,88 mmoab /i), Tpuraunepuns (TT) 1,69 mmons/a
(uzopma 0,3-1,6 Mmmoab/71), $Keae30 8,2 MKMOJb/JI (HOpMa
9-21,5 MkMmousb/a), TpaHcheppun 290 mr/an (Hopma
150-360 mr/m).

Koarysorpamma: nmokasarenau B mpegesax pedepenc-
HBIX 3HAUEHUN.

Ananus Moun o01uii: 63 maToJIOTHHU.

V3U opranos GPIOIITHO MOJOCTU: JKEJTUHBIN TY3bIPh:
pasmep 66x25 MM, JIaOUJIBLHBIA Meperud B BBIXOJTHOM
oTzeJe,
ITomxenynounasa »keyie3a: pasmep 12x9x15 mm, 9xoreu-

CTeHKM He U3MEeHEHBI, IIPOCBET CBOOOJEH.
HOCTH IAPEHXUMBI CPeAHssA, OJHOPOJHAS, TaHKpPeaTnIe-
CKUIi IPOTOK He pacirupeH. [leuens: paszmep — JIII 69 mwm,
nepBbiii cermeHT 19 MM, II]1 124 MM, KOHTYp POBHBI,
Kpail 3aKpyIJIeH, TapeHXuMa OJHOPOAHAS, IOBIIIIEHHON
9XOreHHOCTH, COCYJUCTHIH PHUCYHOK HE YCHUJIEH, BODOT-
Had BeHa 6,8 MM, IleueHOUHBIe BEHBI HE DACIIUPEHHI,
BHE- M BHYTPHUII€EYEHOYHBIE MXeJIUYHbIe IIPOTOKM HEe pac-
mupenbl. Cesesenka: pasmepsl 155x66 MM, mapeHxuMa
OJHOPOAHAS, CPeJHEeN SXOTeHHOCTHU, CeJie3eHOUHAs BeHa
He pacIlimpena, CBOOOJHAA JKUIKOCTD B OPIOIIIHOM ITOJOCTH
¥ MaJIOM Tady He BU3YyaJIU3UPYeTcs, Me3eHTepUaJIbHbIe
auM@OY3JIbl He YBEeJIUYeHbI. 3aKJIoueHre: Y3-IpusHaku
renarociyieHoMeranuu, 1ud@ysHbIX U3MeHeHN N ITeueHn.

dubpossacrorpadusd IeUYeHW: IIPU IIPOBEIeHUU
cepumu usmepenwuii B II]] meuenu — meguana 5,2 klla,
He IOBBINIEHA, KOJIe0AHUs IMOKa3aTeseldl 3JIaCTUIHOCTHU
B OTAEJbHBIX u3MepeHusx ot 3,7 xo 9,7 xlla, IQR 1.0;
S.rate 100% . 3axjmuenmue: pe3yJabTaTbl MOTL'YT COOT-
BETCTBOBATh OTCYyTCTBUIO (hubposa neuenu (FO mo mrame
METAVIR).

MPT opranHoB OpIOIIHOM WOJIOCTH: KCCJIEJOBAHUE
BBIIIOJTHEHO Ha (I)OHe BBIDAKEHHBIX AbIXaTeJIbHBIX apTe-
daxToB. CBOGOAHOM 11 OCYMKOBAHHO KUIKOCTU B OPIOIII-
HO II0JIOCTY He BBIABJIEHO. IleUueHb PACIIOI0KeHA TUIINY-
HO, yBeJWYeHa, BEPTUKAJIbHBIN pasmep III] mo 142 mwm.
KouTyp neuenu poBHBIN, Hu:KHUIN Kpaii II]] 3aocTpen.

Pucynok. [IleBouka 6 ser ¢ BI': yBeinuenue pasmepa KUBOTa
3a CUeT remarocijieHoMerananu (BUj B IPsMoii (a) u GOKOBOIL
(6) mpoek1uAx) (hoTo U3 INYHOTO apXUBA aBTOPA).

ITapenxuma meueHu ymepeHHO nud@y3HO HEOTHOPOI-
Has, 0e3 ouaroBbIX M3MeHeHUi. Kaimnbp BOPOTHOI BEHBI
o 10 mm. BHyTpU- 1 BHeIleUeHOUYHBIE JKEJUHbIE IIPOTO-
Ku 0e3 ocobeHHocTeil. JKemuHBINI Ty3BIPh PACIOJIOKEH
TUNIUYHO, IIONEPeUYHBIM pasMepoM gm0 26 mm. CreHKa
my3bIpsa He yroJiieHa. Comep:rumoe 0e3 yOequTeaIbHBIX
TaHHBIX 3a Hajauuyme KOHKpeMeHTOB. CejleseHKa 3Ha-
YUTEJbHO yBEJIWYEeHA KOCOBEPTUKAJIBHBIM DPa3MeEpOM [0
190 MM, KOHTYDPHI YeTKHUE, DOBHLIE, TaPDEHXUMa HEOJHO-
POJHA 3a CUET PACIINPEHHBIX BHYTPUOPTAHHBIX COCYZOB.
CeneseHouHasi BeHa Kaaubpom 10 5,7 mm. JleBasg mouka
KOMIIDECCUPOBaHA CeJIe3€HKOH, mpaBad — 0e3 0COGEHHO-
creii. ITomxenynounad xejiesa BU3yaIu3upyeTcsa Ha BCEM
MIPOTSAKEHNUU, He yBeJNueHa, KOHTYPHI PDOBHEIE, ITapeH-
XUMa OAHOPOAHAsA. BUPCYHTOB IPOTOK HE PaCIIUPEH.
Pervonapusie suM@aTnuecKkue y3Jbl B BOPOTAX II€UEHU
meHee 10 MM 110 KOPOTKOI# ocu. BeruncsienHbIe 06BEMEI (C
yueToM IorpemnrHocTeit): neuenu — 951 cm3 (cpegHee 3Ha-
ueHUe [JIA TaHHOTO BodpacTa 594 cm3) [13]; cenesenku —
664 cm3 (pedepencunie sHauenusa 110-340 cm3) [14].
3akiouenue: MP-kapTuna remaromeranuu, TuPGy3HBIX
M3MEHEeHU MapeHXWMbI II€UEeHU, BBIPAKEHHOUN CILJIEHO-
MeTaJuu ¢ KOMIIpeccueil JIeBOH MOUKM.

IMudpoBas pentreHorpadusa HUKHUX KOHEUHO-
cTeil: Ha peHTreHorpamMmme 0eJpeHHbBIX KOCTEH ¢ 3aXBaTOM
KOJIEHHBIX CYCTABOB B IIPAMOM NIPOEKIIMU OTMEYaeTCs
KoJyiboo6pasHasa medopManusd MeTagura@us3oB 6eIpeHHBIX
KocTeii. KosleHHBIE CyCcTaBhI PACIIOJIOKEHBI aCUMMETPUY-
HO — JIeBBIM HUKe mpaBoro Ha 3 MM. OKpyKarolme
MATKUEe TKaHu 06e3 ocobeHHocTeil. KocTHas cTpyKTypa
HECKOJbKO HEOJHOPOAHAs, C YYaCTKaMHU DPas3pPerKeHUsd
KOCTHOM TKaHU 00JIbIITe0ePIIOBLIX KOCTell ¢ 00eMX CTOPOH.
3akJ0UeHrne: DPEHTTeHOJOTUYeCKUe NIPU3HAKU MOTYT
coorBeTcTBOBATH BI'.

Penrrenorpadusa Kuctei: KOCTHBIY BO3PaCT COOTBET-
cTByeT 5,5 roma. BusyanusupyroTrca aAapa OKOCTeHeHUA
MHOTOYTOJBHBIX U JaAbeBUAHBIX KocTeii. [Ipo3pauHoCTh
KOCTHOM TKaHU TOBHIIIEHA.

HeuncutoMeTpusa: MHHEpPaJIbHAs IJIOTHOCTH KOCTEH
HaXOAUTCS B IIpefesiax BO3PacTHBIX 3HaueHuii. BMD —
0,659 r/cm2, z-score — 0,1.

V3U muToBUAHOM KeJIe3bI: TATOJIOTUY He BBIABIIEHO.

9x0oKTI': mosocTu cepAila He pacIiupeHbl, CTEHKU He
YTOJIIIIeHbI, TePEerOPOIKY MHTAKTHHI, KJAMAaHbl U KPYII-



HbBIE COCY/bI He U3MEeHEHbI, QDYHKIINOHAIbHBIE TapaMeTPhI
cepaiia B HopMe. [JaHHBIX 3a BPOXKJeHHBIE TOPOKU CEPAIIA
¥ JIETOYHYIO TUIIEPTEH3UIO HET.

S3aKJIIOUNTEJIbHBIN AUarHos: 0oJsesus omre, 1-i Tun
(E75.2). AyTOCOMHO-PEIleCCUBHBIN TUII HACJIETOBAHUA.

PexoMmeHIOBaHO BKJIIOUEHUE PeOEHKAa B PETrMOHAND-
HBITT cerMeHT PenepabHOTO perucTpa oppaHHBIX 3a00-
JleBaHW, Ha3HAUEHO HaToreHeTnuecKoe jeuernne — 3T
uMuriionepasoit B fose 1200 EJl Ha BBegeHME (UTO COOT-
BercTByeT 50 En/Kr) BHYTPpUBEHHO KalleJIbHO 2 pa3a B
MecsIl.

B auBape 2023 r. maunuupoBana P33T, camouys-
cTBUE pebeHKa Ha GOoHEe Tepanuu yI0BJIETBOPUTEIHHOE.

3aKJaro4eHue

Takum o06pa3oM, remaTOCILJIEeHOMETraauns, Kak
YacTBhIH CUHIDPOM, C KOTOPHIM CTAJKUBAIOTCSA B
TIOBCETHEBHOU IeATEJHHOCTH BPAYU PaA3JIUUYHBIX
cHenuaJbHOCTEHN, TpebyeT CBOEBPEMEHHOTO KOM-
IJIeKca IMarHOCTUYECKUX MEPONPUATHUN AJIA YTOU-
HEHUA NMPUYUHBI ero pasBuTud. Ilpm sToMm ciaeny-
€T IOMHUTH, UTO yBeJIWUYEeHUE Pa3sMepOoB IeUeHU U
CeJe3eHKN — BEAYIUHN KJIWHUYECKUH CUMITOM U

mpu psage penkux (opdarmHbIx) 60sIe3Heit, B YACTHO-
ctu ipu BI'. O6sa3aTenbHO 1pu gud)depeHITnaaIbLHON
IUAaTHOCTUKE BKJIOUATh B JUATHOCTUUECKUI IOUCK
U HacJIeICTBEHHbIE 60JI€3HU HAKOIIJIEHNUSA 1 CBOEBpe-
MEHHO HAIIPaBJIATDH HAIMEHTOB Ha KOHCYJIBTAIIUIO K
TeHETUKY [JIs HEOOXOAMMBIX UCCJIeTOBAHMIM.

Dunancuposeanue: agmop 3aA6uUJ 00 omeymemeuu GUHaH-
€060l noddeprcku npu nodzomoske OAHHOU PYKONUCU.

Kongnuxm unmepecoé: agmop 3aa6us 00 omcymcmeuu
KOHKYPUPYIOUW,UX UHMePecos.

ITpumenanue uzdamens: OOO «Ileduampus» ocmaemcsa
HellmpaibHblM 6 OMHOULEHUU IOPUCOUKUUOHHbLX NPemeH3Ull Ha
onyoaUKOBAHHbLE MAMEPUANbL U UHCTMUMYYUOHAJLHBLX NPUHAO-
JlexcHocmeil.
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