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'CUHYYK H.U., *OYAHUK B.M., 'dYPMAH B.T., 2X0N0A4 N.N.

BOJIE3Hb NOLWE Il TUNA : ONUCAHUE KTMUHUYECKOIO C/TYHAA

1BuHHUUKUl HayuoHanbHbIU MeduyuHcKuli yHugepcumem um.H.U.Mupozoea
2BuHHUUKOe 06s1aCMHOoe Namos020-aHamomu4veckoe 61opo

bosne3Hb lowe omHocuMcs K AU30COMAsnbHbIM 60s1e3HAM HakonsaeHus. Cpedu amodl epynnel 3a60a1e8aHuli OHA
fAensemca Haubonee pacripocmpaHeHHol. Boideasiom mpu muna 6one3Hu: | — HeHelipoHonamuyeckul; Il —
ocmpebil HelipoHonamuyeckul; Il — nodocmpell HelipoHonamuyeckuli. Camoe HebaazonpusmHoe mevyeHue
3abonesaHus ommevaemcs npu 6osesHu lowe Il muna - K cucmemHbIM CUMITMOMAM MPUCOECUHAOMCA HEBPO-
/l02uYecKue UsmeHeHUs, Komopblie 6biICMpPo Mpoapeccupyrom u npueodam K 1emdasabHoOMYy Uucxody. B aumepamy-
pe amom murn 3a60/7e8aHUSA 0c8euweH 8 e0UHUYHbIX Cy4asx. [osbiuieHUue 0c8e00MAEeHHOCMU MPAKMUKYIOULUX
spayeli Mo3eoauUM yay4uiume OUA2HOCMUKY YKA3aHHO020 muna 3a60s1e8aHus, nposecmu meoduKo-2eHemuye-
CKOe KOHCYs1bmuposaHue ceMb.

Knrouesoie cno08a: nu30comanbHbie bone3Hu HakoraeHusd, 6one3Hs lowe Il muna, demu

(Ona yumuposarusa: CuHuyk H.U., [lyoHuk B.M., ®ypmaH B.l., X0a100 /1.I1. 6onesHb lowe || muna: OnucaHue
K/AUHUYecKoeo cayyas. lMeduampus u demckaa xupypaus. 2019;4(98):47-50.)

1SINCHUK N.I., 1IDUDNIK V.M., 1IFURMAN V.G., 2KHLOD L.P

GAUCHER DISEASE TYPE Il: A RARE CLINICAL CASE

Gaucher disease is a rare genetic lipid storage disorder. Among this group of diseases it occurs most often.
Gaucher disease has traditionally been divided into the following 3 clinical subtypes: type 1 - nonneuronopathic
form, type 2 - acute neuronopathic form, type 3 - chronic neuronopathic form. The most severe type of this
disease is type 2: in addition to the systemic signs it affects the central nervous system and leads to a lethal
outcome. In scientific sources this type of disease is rarely described. Increasing awareness of practitioners
about this disease will improve the diagnostics of this type of disease and will help to provide genetic counseling.

Key words: lipid storage diseases, Gaucher disease type 2, children.

(For citation: Sinchuk N.l., Dudnik V.M., Furman V.G., Khlod L.P. Gaucher disease mype II: A rare clinical case.

Pediatriya i detskaya khirurgiya - Pediatrics and children’s surgery. 2019;4(98):47-50.)

BBEAEHUE

EOﬂe3Hb [olWwe OTHOCUTCA K /IM30COMasbHbIM 6oses-
HAM HaKomneHus 1 Bnepsble bbiia onuncaHa Phillipe
Charles Ernest Gaucher B 1882 roay. Brill (1905) nepsbim
BBe/1 TepMUH HonesHb lole 1 onpeaenna ayTocoMHo-pe-
LLeCCMBHbIN TN HacnegoBaHMA. bonesHb owe cBA3aHa ¢
aeduumtom depmeHTa rnroKouepebposnaasbl, GyHKUMA
KOTOPOrO 3aKNo4aeTca B gerpajaumm HoKochUHIoNnNn-
00B (MY ToKoLepPobpPO3nA0B, IMIOKO3UILEPaMUIOB) A0
IIOKO3bl U Lepamnaos. JedpuunTt depmeHTa NpMBOAUT K
HaKoMAeHUIO ItoKoLepebposnaa B onpeneneHHbIX KneT-
Kax, ocobeHHO B Makpodarax. Makpodarn cTaHOBATCA
ONYXWMMN N HedYHKUMOHANbHbIMK, 0BPa3yloT OT/IoNKe-
HUWA B PA3/IMYHbIX Ba*KHbIX OpraHax M TKaHAX U, Kak cnea-
CTBME, MOSBAAIOTCA KANHUYECKME CUMMMTOMbI TAMKENOro
nporpeccupytoLlero 3a6o1eBaHNA C NOPaAXKEHNEM MHOMMX
OpraHoB 1 cucteM. B iM3ocomax makpodaroB HeyTUAIN3U-

pPOBaHHbIE IMNUAbI NPUBOAAT K 0OPa30BaHUIO XapaKTep-
HbIX KNETOK - KNeToK lowe. «BUHOBHbIN» reH, Kogupyto-
WM TNoKoLepebpo3naasy, KapTMpPoBaH B XPOMOCOMHOM
obnactn 1g21. OnucarHo 6onee 300 pasnnUHbBIX MyTaLMIA
60/1€3HM, KOTOpbIE YaCTUYHO WM MONHOCTbIO BI0KMpY-
HOT KaTa/IMTUYECKYI0 aKTMBHOCTb dpepmeHTa. B pesynbraTte
TAKoro MHOroobpasus MyTaumii HabaaaeTca LUPOKUIA
NoSIMMOPPU3M KIMHUYECKMX cMMNITOMOB 6onesHun lowwe.
YacTtoTa 3abonesanHus konebnetca ot 1:40000 go 1: 70000.
Cpeay eBpees AwkeHasn — 1:450-1:1000.
CornacHo coBpeMeHHOM KnaccudUKauuu BblAENAoT
Tpyu dopmbl 3aboneBaHUSA:
e TUN | (HEHelpoHONaTUYECKNIA , KaTanor MapKepos ¢e-
HoTMNOB Yenoseka (MIM) 230 800);
e 1un Il (ocTpbili HelipoHonaTuyeckuii, MIM 230 900);
e Tun lll (NnogocTpbI HelipoHonaTuyecknin MIM 23 100)

a
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B HacTosAwee Bpems A1a naumeHToB ¢ | 1, YacTuyHo,
Il TMnamu 3aboneBaHuAa cywecteyeT adpdeKTUBHaA dep-
MEHT3aMeCcTUTe/IbHas Tepanus, M03BOAIOWEAA BeCTM
06bIYHbIN 1A UX BO3pacTa 06pa3s KM3HU. B To Bpems Kak
HelpoHonatuyeckui, Il Tun, 6onesHn lowe Ha cerogHs
He feyunTcs.

MepBble Npu3HakM 6onesHn lowe, KOTOpble MOTH-
BUPYIOT 0bpalleHne K neamaTpy UamM cemerHomy Bpayy
- yBe/n4YeHue KunBoTa B obbeme, biegHOCTb pebeHka,

Ne4 (98)/2019

NnosB/IeHMEe reMopPpParMyeckoi Cbinu, CHUMKEHNE aKTUBHO-
CTW, BANIOCTb, COHANBOCTbL. Mpu ocMmoTpe Bpay Habatogaert
CNIEHOMEra/siio, 3KXMMO3bl, B aHa/iM3e KpoBu obHapy-
UMBaeTca aHemua. B ganbHeiwem npu obcnegosBaHum
BbISiBNAETCA TpombouuToneHus. MNpu NosBAEHUN TaKoro
nauueHTa y Bpaya B naaHe anddepeHumanbHOn guarHo-
CTUKM 06A3aTeNbHO A0/MKHO bbiTb 06CcnegoBaHMe Ha 60-
nesHob [owe.

ONMUCAHUE KNTUHUYECKOIO C/TYYAA

BBOSpaCTe 6 mecsueB pebeHOK b6bl HanpaBaeH Ha
KOHCYNbTaLUMIO K TeMaTo/Iory B CBA3M C BbIAB/IEH-
HOM NO MECTY KUTENbCTBA CM/IEHOMErainn n aHemun 2
crenenun (He-76r/n; sputpouuTtsbl-3,78*10'%/n; npomue-
noumnTbl-1%; muenoumnTbl-2%; meTammenounTtbl-1%).

M3 aHamHe3a »KM3HU M3BECTHO, YTO Y MaMbl Nnepsas
6epeMeHHOCTb 3aKOHYMAACb CAaMOMNPON3BO/IbHbIM abop-
TOM Ha PaHHUX CPOKaXx, BTOPaa — POXKAEHNEM 340P0OBOr0
pebeHka. [laHHas OeBOYKa poaunacb OT TpeTbel bepe-
MEHHOCTM, NpoTeKaBLwen 6e3 ocobeHHocTen. Macca Tena
npu poxxgeHun 2900rp, annHa Tena — 48cm. Haxogmnaco
Ha WCKYCCTBEHHOM BCKapM/IMBAaHUM afanTMPOBaHHOM
MOJ/IOYHOM cMecbto. [lo 6 mecaueB He 6bl10 Npobaem ¢
OUBMYECKMM N HEPBHO-MCUXUYECKMM pa3BUTMEM pebeH-
Ka. MpuKopm BBEAEH CBOEBPEMEHHO. TpaBm, onepaTms-
HbIX BMeLIATe/IbCTB He bbl10. HacneaCTBEHHbIN aHaMHe3
He OTArOLLEH.

MaTb OTMeYaeT y AeBOYKM YBENNYEHUNE KMBOTA B 0Ob-
eme ¢ 2 MecsiYHOro BO3pacTa, B CBA3M ¢ Yem obpalyanacb
K xupypry. CoctosaHue bbl10 OLEHEHO KaK QYHKLMOHAb-
HOEe PacCTPOMCTBO NULLEBapeHns. B ganbHenwem npuco-
eguMHUANCb 6/1e4HOCTb KOXKHOMO MOKPOBa U eANHUYHbIE
3KXMMO3bl, XMBOT NPOAOIIKAN YBENMUMBATLCA B 0ObEME.

Mpw rocnUTannsaLmm B OHKOreMaTo/IorMyeckoe oTae-
NleHne 6binM 0BHapy»KeHbl renatoIMeHanbHbIN, aHEMU-
YecKuii U remopparmyecknini CMHAPOMbI (PUCYHOK 1).

PucyHok 1 — ®otorpaduma naymeHta ¢ 6onesHoto lowe.
BbiparkeHHOe yBennyeHne obbema KMBOTa 3a CYeT rena-
TOCMN/IeHOMEranuu.

Obuwee cocToaHne pebeHKa bblo TAXKeNbIM. PebeHOoK
6bl1 B CO3HAHUM, aKTUBHOCTb CHUWMKEHA, anneTuT coxpa-
HEeH, HO pebeHOoK He cbeaan MoNOXKEHHbI 06bem NULLM
Ha oAHO KopmneHwue. Koxka 6nenHo-po30Bas, cyxas, C
ABNEHUAMMN AepmaTuTa B 06/1aCTU NOMOBbLIX OPraHOB U
npomexHocTn. OBHapyKeHbl eaUHUYHbIE 3KXMMO3bl Ha
HUXKHUX KOHEYHOCTAX. Typrop KOXu 1 31aCTUYHOCTb CHU-
YKeHbl. TONLWKWHA MOAKOXKHO-XMPOBOFrO C/10A Ha YPOBHE
nynka 0,5 cm. TOHYC MbILWL, HUXKHUX KOHEYHOCTEN CHMU-
eH. CamocToaTesibHO cnamT. KocTHas cuctema passuTa
cornacHo Bo3spacrty. 3ybbl 0/2. Nepudepudeckne ammoa-
TUYECKME y3/bl He yBenuyeHbl. [blXxaHue Hag Nerkumu
Be3unKynapHoe, xpunos HeT, Y/, 32 3a muHyTy. TOHbI cepa-
LA ACHble, PUTM NPABUAbHbINA, KOPOTKUIA CUCTOINYECKMI
WyM Ha BepxyLwke, YCC 132 32 MUHYTY.

Ku1BOT yBeiMyeH B 06beme 3a cHET MapPEHXMMATO3HbIX
OpraHoB: cefie3eHKa NanbnuMpyeTca Ha 4 CM HUXKe MynKa,
neyeHb BbICTYNaeT U3-nog Kpas pebepHolt ayrm Ha 4cm.
MepwuctanbTnka obblyHanA. CTyn 1 pas B cyTKM, opopmieH-
Hbl, 6e3 naTtonornyeckux npumecert. MouyeuncnyckaHume
cBoboaHOE, MOYa cBeT/1asn.

Bbinn npoBeAeHbl 1ab0PaTOPHO-MHCTPYMEHTA/IbHbIE
nccnenoBaHua. B obuiem aHanmMse KpoBKM NoKasaTenu re-
mMmornobuHa Konebanucs B npeaenax 48—80 r/n. Tpombo-
UMTbI - T 15 1036*10°/n, Npu NoKasaTensax 3puUTPOLUTOB
oT 1.3 8o 2.6*10%/n.

PucyHok 2 - MepunopTanbHbii ¢pnMbpo3, knetkn lowe,
ancTpodua renatoumToB



Ne4 (98)/2019

INEAUATPUA N1 AETCKASA XUPYPTUA

Tabnuua - Buoxmmuyeckume nokasaTenm Kposu naumeHTa ¢ bonesHbto fowe Il Tuna

BunnpybuH MoueBuHa  Kpea- AnT AcT K Na cl o6y,
obuw/np/Henp  Mmonb/n TUHUH MMO/Ib/1  MMOAb/A  MMOAb/A  Mmonb/n mmonb/n  6enok
MKMO/b/ N r/n
MHUUManbHble 14,1/ 0/14,1 5,0 45 69,7 187,8 3,6 137 107 61
B ouHamuKke 44,4/0/44,4 10,1 31 22 52 5,0 131 100 37

B obliem aHanM3e MouuM nepuoguyeckm oTmedyanacb
MUKpOoremaTypus.

Y3U opraHoB 6ptolwHOM nosoctu: Mpu noctynaeHun
npaBas [A0NA neyeHu +4cm, ceneseHka yBennveHa A0
168*72mMm; B OMHaMUKe - nepegHee-3agHUIA pasmep
npaBoin Jonn neyeHn 81mm, nepegHee-3afHUN pasmep
neBon gonu 93Mm, ceneseHKa ysenmyeHa go 177*92 mm.

Y3U ronoBHOro mosra: 6e3 ocobeHHoCTeN.

Y3 cepaua: cepale noaXKato KBepxy; rmMnepKUHeTu-
YECKUI LLMPKYNATOPHbIA CUHAPOM; cenTabHble gedeKTbl
He BU3yanum3anpytoTca; ppakums Bbibpoca - 68%.

Mwuenorpamma: Kneto4yHoCTb KOCTHO-MO3roBOrO MyH-
KTaTa CHW)KEHa, KPOBETBOPEHME Mo HOPMObaacTMYecKo-
My TUMYy; OTMEYaeTCA pas3gpa*KeHne KpacHOro pocCTKa
KPOBETBOPEHMA 3a CYET MOAMXPOMATOPUIBHBIX HOPMO-
LMTOB; NpY NogcyeTe Npu MasoM yBeIMYEHUN B Ma3Ke =4
MerakapmoumTa; BCTPeYaeTcsa 3HaYnTeIbHOe KOIMYeCcTBO
KNeToK uutonunsa; HeguddepeHUMpoBaHHbIe 6NaCTbl -
4.8%.

Bbinn nckntoueHsl renatutol B, C (metogom MLP). Tak-
YK€ WCKAKoYEeHbl BUPYCHble MHbekumnn (CMV, EBV VCA ,
EBNA, HSV-1, HSV-2).

PebeHOK NMPOKOHCY/IbTUPOBAH rEHETMKOM, NMOCTaBAEH
AnarHos bonesHb lowe. Jns noatBep:KAeHUs AMarHo3a
cyxoe nATHO Kposwu (DBS) pebeHKa onpasBaeHo B meau-
KO-reHeTuyecKkyto nabopatoputo. TMonyyeH pesynabrat
- YPOBEHb aKTUBHOCTU IM30COMAIbHOTO GEepPMEHTa to-
Kouepebposngasbl - «0». Onpeaenntb GepMeHT 13 Le/b-
HOWM KPOBM He MPeACcTaB/ANOCb BO3MOMKHbIM, T.K. pebe-
HOK NnoJsiy4yan remoTpaHcdysum B cpeaHem 1 pas B 2-3 aHA
(pebeHoK b6bin remoTpaHCcPy3MOHHO 3aBUCUM: FEMOT/IO-
61H HUKe 60r/n, TpombouunTbl HUxKe 10 ¥10%/n).

MposeaeHa AHK anarHocTMKa: oBHapy»KeHbl 2 rete-
PO3UroTHblE MyTaUMW, XapakTepHble Ana 6onesHu lowe
2-ro Tuna - C [475C >T][255_257delGCG].

cunTomatmyeckoe sieyeHue 6bino HeahDEKTUBHbIM,
coctonaHue pebeHKa yxyaLwanocb 1 cnycta 3 mecaua pe-
b6eHOoK ymep.

Mpu ayToncum 6biNM OBHAPYXKeHbl yBeAndYeHue, Mo
CpaBHEHUIO C BO3PACTHOM HOPMOIA, Beca cene3eHkn B 30
pa3 v neyeHu B 3,6 pasa. Mpu ructosormyeckom obene-
[OBaHUM TKaHeW NevyeHu, ceneseHkM M HaanovYe4yHUKoB
6b1/1M BbIABAEHbBI KNeTKM lowe (pucyHku 2-4).

3AK/TIOMEHUE

pefAcTaBNeHO OMUCaHME KAMHUYECKOTo Cay4yas

6onesHu lowe Il TMNa y aeBoykn 9 mecauyes. 06-
cnepoBaHve NpobaHaa BbISBUIO CHUMKEHWE aKTUBHOCTU
NIN30CcOManbHOro ¢depmeHTa ratoKouepebposnaassl B
CyXxoi Kanne KpoBw. [poBeaeHHOe reHeTuyeckoe 06-
cneposaHuve (AHK-anarHocTuka) BbIABWMIO MyTaLMUIO,
XapaKTepHyl A1a 3Toro 3aboneBaHMaA, YTO MO3BOUIO
NOATBEPAUTL BPOXKAEHHOe 3abonieBaHue, OTHOCALLeecA
K rpynne pegkux «opdaHHbIX» 3abonesaHuni - chMHromu-
e/IMHO3aM.
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PucyHok 3 - KneTtku lowe B ceneseHke.

ANrOpUTM AMArHOCTUKM NPU NOS03PEHUN HA 6oNe3Hb
lowe fonKeH BKAOYATb C/ieaytoLime sTanbl:

npyv HaAV4YUKN KAMHWYECKOM KapTWHbI 3abosieBaHuA
onpenenvTb aKTUBHOCTb depmeHTa [toKouepebposu-
[a3bl B Cyxoi Kanse kposu (DBS), 3atem B iumooumtax
LesibHOW KpoBM, Npu ero cHuKkeHnn — AHK anarHocTmka.

MoaTBepKAEeHHbIN AnarHo3 6onesHu lowe 2-roTmnay
pebeHKa NO3BOAUT NMPOBECTM NMPOCMNEKTUBHOE KOHCY/bTU-
poBaHMe CeEMbW NPU NNAHUPOBaHUM byayuiein bepemer-
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PUCyHOK 4 - KneTku lowe B HagnoyeyHumke.
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