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Kasaxckuti meduyuHckull yHugepcumem HenpepbleH020 06pA308aHUS,
Kagedpa neduampuu ¢ Kypcom 0emcKoil OHK0102UuuU U 2eMamo102UU.

KJIMHUYECKUI CJIYYAM ALIMEHTA C BOJIE3HBIO I'OILE

Bosesnv T'owe - opganHoe zeHemuyeckoe 3abosesaHue, o06ycaosneHHoe depekmom au3ocomHozo ¢epmenma B-D-
a/0ko3udasel. CeoespemeHHasi OuazHOCMUKa 60/1e3HU U HA3HAYEHUe namozeHemu4eckol mepanuu UCKAH4dem NnposieAeHust
UHBANUOUZUPYIOWUX CUMNMOMO8 601e3HU. PepmeHmo3amecmumenbHas mepanus s181semcst e0UHCMEEHHbIM 3P PhexkmusHbIM
MemodoM sneveHus 6oae3nu Iowe. [Ipedcmasasiem cayyatl paHHell duazHocmuku 0aHHO20 3a60.1e8aHUS1 y pebeHKka 3-x mecayes
Ha OCHOBAHUU OGHApyXceHUusi Ki1emok [owe 8 Muenozpamme, nodmeepicoeHHbll 2eHemuyecKuM U pepMeHmamusHbsIMU
€noco6amu, c80e8peMeHHbIM HaYa/10M AEYEHUS.

Katoueswle ci08a: OpganHbie 3a601esaHusi, 601e3Hb ['owe, B-D-2a10k03udasa, umueanoyepasa, demu.

BBeaenue. bose3nb ['omte (BI') - peakoe opdaHHOe reHeTHYecKoe 3a60J1eBaHuE, 06YCI0BIEHHOE J1epeKTOM JIM30COMHOI0
depmeHTa B-D-ri1r0k03uzAasbl. BpoxxaeHHas Hel0CTaTOYHOCTb 3TOT0 GepMeHTa BeZleT K HaKOIJIEHUIO TJ/II0Kollepe6po3usia B
KJIETKaX PEeTHUKYJI03H/0TeIMaIbHON CUCTEMBI, 0COGEHHO B IIeYEHH, ceJie3eHKe U KOCTHOM Mosre [1, 2, 3].

Yacrota BI' B o6wel monyssinuu 1:40 000. Cpeau eBpeeB-alikeHa3u (BbIXoAleB u3 BocrtouHol EBpormbl) yactoTa 3TOro
3a00J/1eBaHUsA HauboJlee BbIcOKa: 10 1 Ha 450 4esioBeK. /laHHbBIE 110 YAaCTOTE reTEPO3UIOTHOIO HOCUTE/ILCTBA B HeeBpeHCKON
nonysasiguu BapeupyoT ot 1:100 go 1:855, B CIIA reTepo3urotrHele HocuTenu coctasisioT 0,6-0,7% nonynsuuu. Cpegu
eBpeeB AllIKeHa3U reTEpPO3UTOTHOE HOCUTEJIBCTBO BCTpedaeTcs ¢ yactoTod 1:15, uto cocraBaser 6% nonyasuuu [4,5].
HMeroTca pacyeTHbIe AaHHBIE, CBU/eTeNbCTBYIOIKE O TOM, 4T0 60% eBpeeB AllKeHa3u roMo3uroTHel no N370S MyTanuuy,
OJIHAaKO KJIMHUYECKHe NPOsIBJIEHUS ¥ HUX HACTOJIBKO JIEFKO BbIPa)KEHBI UJIM BOBCE OTCYTCTBYIOT, YTO ¥ GOJIBLIMHCTBA U3 HUX
60Jie3Hb He uarHocrupyercs [6, 7, 8].

B KazaxcraHe Ha 1 sinBapst 2017 rozaa 60Jie3Hb ['ollle ArarHOCTUPOBAaHA U MOATBepxAeHa y 17 neTei.

BriepBble 3TO 3aGosieBaHMe ObLI0 omnucaHO ¢paHiy3ckuM JepMmatosoroM @. Y. Towe B 1882r. BI' Hacienyercs no
AyTOCOMHO-PELIeCCUBHOMY THIy, B CBfI3M C 4YeM, 4acToTa BcTpeyaemoctu bI' He 3aBucut oT nosa. len B-
TJIIOKOLLEpe6POo3KAa3bl KapTUPOBaH Ha XpomocoMe (1q21). OmucaHo okosio 200 pasiMYHBIX MyTalldi, NPUBOAALIMX K
JedexTy dpepMeHTa (CHMKEHHIO €ro CTaGUJIbHOCTH WJIM aKTUBHOCTH), U KOTOPbIe CBSI3aHBI C LIMPOKHUM MOJUMOPPU3IMOM
KIMHU4ecKux cumnTomoB BI'. Haubosee yacto BcTpevaromuecss mytanuu: N370S, L444P, IVS2+1, 84GG [9,10,11]. depmeHT
B-D-ruitoko3u/ja3a HaXxOAUTCS BHYTPH JIM30COM U OTBeyaeT 3a pacllellieHHe CJI0XKHOTO JIMNHUAA — [VIIOKoIepebpo3nia Ha
[JIIOKO3Y U LiepaMu/,. B pe3ysibTaTe He0CTaTOYHONW aKTUBHOCTH JIM30COMHOW B-D-ritoko3u/ia3bl He MPOUCXOJUT MOJHOTO
paciienieHus TJII0KoLepe6po3r/I0B U OHM HAKaIJIMBAIOTCA B Makpodarax 1 MOHOLUTAX. JTH «HArpy>KeHHbIe» JIMIHJaMU
KJIETKU U Ha3bIBaOTCs KjaeTkaMmu ['ome [12,13,14].

PasnuyaroT Tpu Tuna bosiesnu Nowe:

1 Tun. Knvauveckue nposiBieHus BI' mepBoro Tuna pasHoo6pasHbl. Bo3pact MaHudecTanuu 3a6oieBaHusl BapbupyeT oT 0
Zo 60 set. BT Tuna 1 umeeT XxpoHuueckoe TedeHre. Hanbosiee pacnpocTpaHeHHBIMU IPU3HAKAMU U CUMIITOMaMH SIBJISTIOTCS
crieHoMeranus (95%), renatomerasnus (87%), peHTreHoJiorHYecKre n3MeHeHus kocted (81%), TpombonuToneHus (50%),
aHemus (40%), 3aepkka pocta (34%), kocTHble 6osu (27%), a TakKe KOCTHble Kpusbl (9%) [5,7,8]. Tsxkenoe mopakeHue
KOCTeH BCTpedaeTcsl B JETCKOM U IOJPOCTKOBOM Bo3pacTe. [I[pU4MHBI BOSHMKHOBEHHsI KOCTHBIX HapyIIEHWH CBSI3aHbI C
OOLIMPHBIMM pa3pacTaHUSMH NATOJIOTUYECKUX KJIETOK B KOCTSAX. BoBjiedeHUe B mpoliecc KOCcTel MOXeT ObITh JIOKaJbHBIM
uiu AupoysHbIM. [Ipy 3TOM omnpegesAwTca Tsxesble JedopMaluu cKesleTa, 06yc/l0BJIeHHble Pa3BUTHEM OCTeONOpOo3a,
OCTeOCKJ/Iep03a, OCTEOHEeKpP03a, UCTOHYeHHUEM KOPTHKA/JIbHOTO CJ10sl TPyO4YaThIX KOCTEH, MaTOJOTMYeCKUMHU NepeioMaMHu.
OcTeoHeKpo3 sIBJIsAeTCsl HanboJiee U3HYPAIOILIUM NPOsIBJIeHHeM 60JIe3HH U MPOTeKaeT C CUIbHEeHIIUMHU 60/MU B KOCTSX,
NpUYUHAA HauboJiblllee GeCOKONCTBO 60JIbHBIM. Ha peHTreHorpaMMax BBISIBJASIOTCS pacliMpeHHe KOHLOB AJWHHBIX
Tpy64aThbIX KOCTEH U UCTOHYEHHe UX KopkoBoro cjosi[15, 16, 17].CnneHoMeranus BJAsieTCs MOCTOSSHHBIM U HaubGoJsee
PaHHUM NpU3HaKoM BI, mpu nanabnanuu ceje3eHKa MMeeT IJIOTHYI0 KOHCHUCTEHLHIO. B MCK/IIOUHUTEIBHBIX C/ydasax Macca
cesjle3eHKH MoXeT cocTaBisATb 20% OT Maccel Tesla pe6eHka. OHa 3aHMMaeT BeCbh XXMBOT U JABUT Ha >KeJYAOK, CHUXKas
annetuT. UHbuabTpanus knetkamu ['olile ¥ pa3BUTHe HHPAPKTOB B cesle3eHKe NPUBOAUT K GU6p0o3y opraHa, 06pa3oBaHHUIO
py610B U 60/15IM B kHBOTe. ['enaTomeranus npu BI' BelpakeHa B MeHblIell cTeleHH, YeM CILJIeHOMeraaus U pa3BUBaeTcs,
KakK IpaBUJo, B GoJiee Mo3jHUe cpokd. O6beM opraHa yBesuuHuBaeTcsd B 1,5-2 pasa. Y MHOrux 60JIbHBIX pa3BHUBaeTCs
$ubpo3 MmeyeHHW ¢ CUMNITOMAMHU NOPTaJbHON IUNepTeH3UH. 3HAaYUTe/bHble HAapylLleHUs] 0OHAPYKUBAIOTCS U CO CTOPOHBI
CUCTEMBbl KpPOBETBOpPEeHUs. BBIABJAIOTCA HOpMOLUTAapHas, HOPMOXPOMHAsl aHeMHs, BbIpakeHHasl TPOMOOLUTONEHHUS, B
CBSI3M C KOTOPOUM OTMEYaloTCsl KpoBOTedeHHUs. ['eMaTo/iorHnyecKre MpOsIBJIeHUs GOJIe3HM CBSI3aHBbI, TJIaBHBIM 00pasoM, ¢
nHuAbTpaL el KieTKaMy [olle KOCTHOro Mo3ra, BbITECHEHHEM HOPMa/IbHBIX TeéMONO3THYECKHUX 3JIEMEHTOB M C
sIBJIEHUSIMU TUIepciyieHUu3Ma [13,14,18].

2 tun. OCHOBHble CHMIITOMbBI 3a60JIeBaHUSA NPU JAHHOM THIle BI' BO3HUKAIOT B mepBbie 6 MecsAIleB XU3HU. KinHUYecKui
CUMIITOMOKOMIIJIEKC BKJIIOYAeT NMPU3HAKH MOPAXKEHWS] HEPBHOW CHUCTEMBbI M BHYTPEHHHX opraHoB. Ha paHHUX cTajusax
3a60JieBaHHUA OTMeYaeTCsl MbllledHas THIOTOHUS, 3aJlepXKKa U perpecc ICHXOMOTOpPHOro pa3BuTusa. [lo Mepe
NpPOrpeccUpoBaHus 0GOJIE3HU MOSIBJISIOTCA CHACTUYHOCTb C XapaKTEepHOW /[ THUNA 2 peTpakLyed IeH, CrubaHueM
KOHEYHOCTeH, IJ1a30/iBUraTe/IbHble HapyIIeHWs C Pa3BUTHEM CXOZSLIErocs KOCOTrJa3us, JIapUHrocrnasMa W Jucharuy.
XapakTepHbl Oy/nbOapHble HApyLIEeHHWs C 4YaCThIMHA aclUpalUsM{, NPUBOJSALIME K CMepTH GOJIbHOTO OT aIHo?,
aCIUPaLMOHHOW MHEBMOHMM WM AUCOYHKIMH [AbIXaTeJbHOTO LieHTpa roJjioBHoro mo3sra[7,19]. ToHHKO-KJIOHHYECKHe
Cy/ZIOPOXKHbIE TPUCTYIBI, KaK NMPaBUJIO, BO3HHMKAIOT HA IMO3JHUX CTAJUAX 6O0JIe3HHM U pPe3UCTeHTHble K Ha3HayaeMoH
HPOTHUBOCYAOPOXKHOM Tepanuu. TedeHue 3a6oJieBaHUsA — GBICTPO NMporpeccupymoliee C JeTaJbHbIM UCXOA0M Ha 1-2 rogy
KU3HH [2,3,7].



3 Tun. ['J1aBHOM 0COGEHHOCTBIO KJIMHHUYECKUX NposiBaeHud BI' Takoro Tuma siBjaseTCA TO, YTO HapsAy C MopaxeHUeM
NapeHXMMaTO3HbIX OpraHoB (CIJleHOMeraJjus, TrelnaToOMeraaus) HaG/IOAAIOTCI W HeBpPOJIOrMYecKHe MPOsIBJIEHHUS.
HeBposiornueckve cUMOTOMBI BO3HUKAKOT, Kak MpaBujo, B Bo3pacTe oT 6 o 15 serT u mozxe [7,8]. XapakTepHbIM
CUMIITOMOM SIBJISIETCS Nape3 MBI, HHHePBUPYeMbIX IJ1a30/iBUraTe/bHbIM HEPBOM, KOTOPBIH AJIUTE/]bHOE BpeMsl MOXeT
ObITh €JUHCTBEHHbIM HEBPOJIOTUYECKUM IposiBleHHeM. MoryT ObITb MMOKJIOHHUM, TIeHepaJu30BaHHble TOHUKO-
KJIOHUYecKHe cyjgoporu. [locTeneHHO NMpPOrpeccMpyroT 3KCTpanupaMHUAHas PUTHJHOCTb, CHHM)KEHUEe WHTeJJIeKTa, TPU3M,
JILieBble TpUMackl, Aucharvs, JaapuHrocnasM. HHTesIeKTyaslbHble HapylleHUsl BapbUPYIOT OT He3HauYUTeJbHbIX
W3MEeHEHUHN [0 TsKeJOM JeMeHUUH. BO3MOXKHO pa3BUTHE MO3KEYKOBBIX HapylIeHUN, a TaKXe PacCTPOUCTBa pedd U
NMCbMa, NOBeJileHYecKHe H3MeHEeHHs, 3MU30Abl Icuxo3a. B 6GosbLIMHCTBe ciyyaeB TeueHHe 3aboJieBaHUs MeJ|JIEHHO
nporpeccupymoluiee. JleTaJbHbIH HCXOJ HACTyNmaeT HPU TsKesbIX NMOpPaKeHUSAX JIETKUX U NedeHU. [IpoJo/KUTEIbHOCTD
J)KU3HU 60J1bHBIX Ipu BI' 3 Tuna cocrtasisieT 12-17 jieT, HO OBIM ONMKCAHBI C1y4au BbRKUBaHUA A0 30-40 seT [6,7].
[IpeacTaBysieM KAMHUYECKUU caydal HabJl0leHUsI pebeHKa ¢ JaHHbIM 3200/1eBaHUEM.

PeGeHOK A. Masb4yMK, Ka3ax [0 HalMOHaJbHOCTH, 3 Mecsya. 23 aBrycrta 2016 rojga OblL1 JOCTaBJE€H B JAETCKYIO
MHOQEKUOHHYI0 GO0JIbHULY ropojia AJMaThl € XxKaJ06aMy Ha MOBbIIeHHe TeMIepaTyphl Tesa Ao 380 C ¥ HaJIM4Me 4acToro
>KUJIKOTO CTyJIa.

W3 aHaMHe3a: pe6eHOK OT NepBOH GepeMEHHOCTH, CPOYHBIX POJIOB, IIPOTeKaBLIMX 6e3 martosioruu. Pojuica ¢ BecoMm
3900rpamm, poct 50 cM., 3akprdas cpa3dy. B poausbHOM JjoMe MOJIy4MJ IPUBUBKH COTJIACHO HAILlMOHAJBHOTO KasleHJaps
NpUBUBOK: OT Ty6epkyJe3a (BLXK) u BupycHoro reMatuta B. Pe6eHOK HaXxoguTCs Ha rPyAHOM BCKapMJyMBaHUM. Mame 31
roj, namne 27 seT, 06a 3/0poBbl. Bpak He po/icTBeHHbIH. HacseAcTBEHHOCTD €O CJI0B MaMbl He OTAroLleHa. AjlleproaHaMHes
6e3 oco6eHHOCTel. KOHTAaKT ¢ MHEKIIMOHHBIMY 3a60JIEBaHUAMH MaMa OTPULAET.

CocTostHMe peGeHKa NPU MOCTYNJIEHUHM ObLIO TsKeJ0e, CAMOYyBCTBHE HApyLIeHO, BsJbIH. Ko)XHble NMOKpPOBBI GJe[jHO-
po30Bble, ChIMM He ObL10. KaTapasbHBIX SBJIEHWH, 04aroBoid HEBPOJIOTMYECKOH CHUMITOMATHUKH W reMoOppardieckoro
CUH/IpOMA He ObLIO. B Jlerkux AibixaHue NpoBOJMJIOCH N0 BCEM I0JISIM, XpPUIIOB He 6b1710. CO CTOPOHBI Cep/IeYHO COCYAUCTOH
cucTeMbl 6e3 NaToJIOTHK (TOHBI CepALA SICHbIE, PUTM NPAaBU/IbHbBIH, IyMOB HeT). )KUBOT OblJ yBesJHYeH B 06'beMe 3a CYET
rernaTocnjeHoMerajany, 6e36oe3HeHHbIN. [leueHb BbICTyNaNa U3-10J Kpasi pebepHO# ayru Ha 3-3-4cM, a cesie3eHKa Ha 9cM.
CTyJ1 HA MOMEHT OCMOTPA XUAKHUH OHOKpATHbIN. ModeucyckaHue 6e3 naToJIOTUH.

[Ipu uccnenoBanuu: UPA kposu Ha CMV - nosoxkutesnbHbid 0.480/1.892, [P kpoBu Ha CMV n0JIOKUTENBHBIHA.

Ha Y3U opraHoB 6pIOIIHOHW MOJIOCTH OTMeyalacb pPe3KO BblIpaKeHHas CIJIeHOMeranus, Auddys3Hoe YIJIOTHEHHE
NapeHXHUMbI cejle3eHKH. He3aHauuTeIbHOE yBeJIMYeHre Pa3MepoB IPaBoi 0/IM NeYeHH, a TAKKe peaKTHUBHble U3MEHEHHUs B
NapeHxUMe Ie4YeHH!.

B k/IMHHYEeCKOM aHa/u3e KPOBH BblsiBJIeHA aHeMus Jierkol ctreneHu Hb-103 r/u, TpoM6onuTonenus ao 83x109/:1. B cBs3y, ¢
YyeM Ha KOHCY/JbTAalMI O6bLT NpUIJalleH remartosior. /ljas yTOYHEeHWs JMarHosa TreMaToJIOTOM peKOMeH/0BaHO
vccaej0BaHMe MUeJIoTpaMMbl. MaMa peGeHKa 0TKa3aiach OT KOCTHOMO3TOBOW NYHKIMH U JaJibHeHIlI el rocnuTain3alnuu B
MHQEeKIMOHHOH KJIMHNKe. BbIH BBINKCAHBI 10, PACIHUCKY.

Yepes 8 gHeit (5 cenTsaopsa 2016 roja) cocTossHUe pebGeHKA YXYAIIMIOCh, MaMa caMa MOBTOPHO 06paTHJIACh B JETCKYHO
MHEeKLIHOHHYI0 GO0JbHUIYY Tropoja AsMaTbl. BbuiM BHOBb rocnuTanusvpoBaHbl. Ha moBTopHoM Y3U wuccienoBaHuU
06Hapy»XeHO o6pa3oBaHUe (ONMyX0Jib) MpaBoH JoJiu nedeHy, [iluddpy3Hble H3MeHEHUS B NTeYEeHU U cesie3eHKe. BoiparkeHHast
crieHOMerasivs. Pe6eHOK KOHCY/JIbTHUPOBAaH AETCKUM OHKOJIOIOM, PeKOMEeH/I0BaHa TOCIHUTAIM3alius B OHKOJIOTHYeCKoe
otaeneHre Haydynoro umeHTpa mneguvatpuu U Jetckod xupyprum (HUIuJX) ¢ HampaBUTeJNbHBIM JAHarHO30M:
HoBoo6pa3soBanue neyeHu? CrsieHoMeranus. bosiesHb o6MeHa BellecTs, XXUpPoBoro o6mMeHa - Hummana-Iluka wau Tome?
LIMB uHdeKI1s], aKTUBHBIA TEPUO/.

Ha 6a3e HIIIu/IX 6b110 MpoBeJeHO MOJIHOE KJIMHUKO-1a00paTOpHOe oOciesoBaHue. B aHanuse kpoBU oT 15 ceHTA6Gps
2016r: HGB-102 r/n, RBC- 4.35x1012/1, HCT- 29.9% , MCH-23.4pg, MCV 68.8f], MCHC 339g/], RDW 13.5, WBC 5.03x109/.,
NEU-16.7%, EOS 1.59%, MON-7.88%, LYM-72.7%, BASO-1.16%, PLT-85.6x109/1, MPV 8.49f],C03 -7 mM/4. MukponurapHas,
runoxpomMHas aHeMus. TpoMm6onuToneHus. CpeHUM 06’beM TPOMOGOLUTOB B HOPME.

B 6MoxrMUYeCcKOM aHa/l3e KPOBU yBeJnyeHUe: megouHol ¢ocdarasni-432en/n, ACT-97en/n, ADII- 195,72 en /.
MuesnorpamMmaoT 16 ceHTs16psa 2016 roza: NyHKTAT KOCTHOTO MO3ra YMePeHHO KJIeTOUHBIH, NOJIUMOPHBIN, TpeAcTaBaeH
BCEMH POCTKaMH KpOBeTBOpeHHs. BcTpeuawoTcs kKjaeTKHM MakpodarajJbHOro psfia, C COXpaHeHHBIM KPYNMHOro pasmepa C
3KCLLeHTPUYHBIM A[pOM, HECKOJIBKO CMOPILeHHON GOPMBI, CJIOUCTOTO CTPOEHHS, c/1abo roay6oro 1peTa ¢ npeobsajaHueM
darouuTapyca (apurpodaroc)- kiaetku ['owte (pucyHok 1 u 2).

o T

PucyHok 1- Muesorpamma PucyHok 2 - Knetku ['olte B KOCTHOM Mo3re



16 ceHTsa6psa 2016 rojga nposeseHo Y3U: B mpoekuuu VI cerMeHTa BHU3ya/lM3UpPyeTCs TUIO3XOreHHOe obGpa3oBaHUe
pasMepoM 31x20x23 MM.C HEPOBHBIMM, HeYeTKUMHU KoHTypamu. [Ipu LJK kpoBoTok He Busyanusupyetcs. JudpdysHnie
VM3MeHeHUs B [leYeHH U cesie3eHKe. ClJIeHOMeTalls B IpexXxHeM 06beMe.

[lo faHHBIM KOMNbIOTEpHON Tamorpaduu  o4yaroBo HHQPUIbTPATUBHBIX TeHel B JIeTKUX He BbIsABJAeHO. BpoHxu
WILIeBpa/bHasl MOJIOCTb 6e3 maTosoruu. BHyTpurpyjHble JuMaTHYecKHe Yy3/bl He yBejudeHbl. OmnpejesnseTcs
TUIOJleHCHOe o6pa3oBaHHe B NpPaBOM JoJie NeYeHH OJHOPOJHON CTPYKTYpbl C HEYeTKUMH, POBHBIMM KOHTypaMH,
pasmepamu 1,8 x 2,3 x 2,6 cM. V =24 cm3 muoTHocThio 47-50 HU, (pucyHok3). B 8 cermeHTe nmpaBod [0/ NeYeHU Ha
MOCTKOHTPACTHBIX CKaHaX B apTepuaJbHON $ase M0 KOHTYpaM OT NPUBOASAILLETO COCy/a Ha OTCpOYeHHOH da3e 0JHOPOHO,
omnpejesigeTcs TUNOAEHCHAs TeHb, He HaKallJIMBawllasgd KOHTpacTHoe BellecTBo.lledenb + 4,2 cM BbICTynaeT U3-NOJ Kpas
pebepHOl Ayru, KOHTYpbl pOBHble 4YeTKHe. [lopTasbHble cocyjbl He pacliMpeHbl. BiokoB HeT. BHyTpuneueHOYHbIe
JKeJIYHbIe X0/ bl paciiupeHbl. Cesie3eHKa yBeJMyeHa +8CM U3-1oJ Kpasi pebepHoi Ayry, mioTHocThio 49-54 HU, (pucyHok
4). Tloyku 1 MouyeBOM Iy3bIpb 6e3 naTosioruy. OcTajbHble OpraHbl GPIOLUIHON MOJIOCTH, 3a6PIOLIMHHOIO IPOCTPAHCTBA U
MaJioro Tasa 6e3 0co6eHHOCTeH.

Pucynok 3 - KT neveHu, Pucynok 4 - KT. Cesnesenka
B npaBoﬁ AOJIM ITIeYeHHU TUIIOJEHCHAA TEHDb

AHanuz cyxoro nsaTtHa (DBS) 6bu1 caenan 08 ceHTs16pss 2016rona.beuin o6HapyXeHbI ABe MyTalUU (reTepo3UrOTHOM
COCTOSIHUM): PEKOMOWHAHTHBIM aJljiesib, MOJyYeHHbIH U3 peKoM6UHAUuu Mexay PyHKIuoHanbHOH GBA M nceBporeHom
GBAP1. PesysabraThl ¢ 1448T> C U3BecTHbI MucceHc myTtanuu p.L483P. O6GHapyxeHue ABYX MyTalUi MOATBEPXKIAET
6oJie3Hb [ome.

19 cents6bps 2016 rosja mHpoBeLeHO HCCIeL0BAaHWE AKTUBHOCTH JIM30COMHBIX (EepMEHTOB: BBISIBJIEHO IOBBIILIEHHE
aKTHBHOCTH KUCJIOH COUHTOMUETNHA3bI 10 8,5HMOJIb/ 1.

Pe6GeHok sMxopaJus B CBsI3HW, C 4eM HoJiy4yas aHTuOakTepuaibHyo (Ledtpuakcon mo 300mMr N27), mpoTHBOrpUGKOBYIO
(®nykaHozos1 o 50MrNe7), U CUHPOMAJBHO-CUMIITOMATHYECKYIO TePANUIO. B CBA3M CO CHM)KeHHEM reMorJiobuHa o 73
r/J, C 3aMeCTUTEJbHOH Iie/Ibl0 OJJHOKPATHO NpOBeJieHa TPaHCOy3us JIeHKOQUIbTPOBAHHOW 3PUTPOLMTAPHON Macchl. B
KOHTPOJILHOM aHaJiu3e KpoBH: TpoM6bouuToneHust (80 x 109/1), yckopennoe COJ (26MM/4ac) Apyrue moka3aTesau B HOpMe.
B aHa/sM3e MOYM 3pUTPOLUTHI U3MEHEHHbIE B 60JIBIIOM KOJIMYECTBE.

[Tocie noJsiydeHus pesyibTaTa FeHETUYECKOI'0 aHaJIM3a BbICTaBJIeH KIMHUYeCKUH fuarto3 bosie3ns lMowre.

Pe6eHOK KOHCyJbTHpOBaH HeBpomaTosioroM 11 okTa6psa 2016r, Ha ocMOTp pearupyetT ajekBaTHoO. [osioBa
noavxounedannyeckas. Co croponsl UYMH nartosioruu He BbisiBaeHO. ['osioc 3By4HbIH, He nomnepxuBaeTrcs. OTMevaeTcs
MbllLIeYyHast TUIOTOHUs. Ha MOMEHT 0cMOTpa JJ0CTaTOYHO COXpaHEeHHbIH HEBPOJIOTHYECKUH CTAaTyC peGeHKa.

Heo6xoMM0O HavyaTh 3aMeCTUTEJIbHYIO Tepanuio — UMUIVIIOIepa3oi (nepe3um 60 en/kr Beca). [lepBoe BBe/leHHEe JAHHOTO
npenapara JJ0O/DKHO NMPOBOAUTHCS B CTAl[MOHape C mpeMejuknuer (B/B cympactuH 0,1 mu 3a 30 MUHYT 0 BBeJeHUs1.) B
CBA3M C 4eM, MNOCTynuJ B remartoJsiorudyeckoe otfesnenve [JII'KB Ne2 ropoma AsimMaThl, Ha nepBoe BBeJleHHEe LiepU3UMa,
peakLMU Ha BBeJleHHe Npenaparta He ObLJIO.

O6cyxaenue. TakuM o6pa3omM, 6os1e3Hb ['o1re siBIsIeTCSA peAKUM 3a60/1€eBaHUEM, KOTOPOE OTHOCHUTCS K TPYIIIe JIM30COMHBIX
60Jie3HEeN HAKOIUIEHHUsI U XapaKTepU3yeTcs MOJUMOPPHON KIMHUYECKOW CHMIITOMAaTUKOM € Opa)keHHeM MHOTHX OpraHOB
W CUCTEM U NIPOrPecCUBHBIM TeyeHUeM 6e3 aZleKBaTHOH 3aMeCTUTebHOM Tepanuu. CBoeBpeMeHHas JUarHOCTHKA 60J1e3HU
y JeTeld MMeeT ompejieJleHHble TPYAHOCTH, CB3aHHble C OTCYTCTBHUEM WM HEeAOCTAaTOYHOCTBIO HMHPOpPMALHM Ccpeiu
neJNaTPOB U Bpayel 061eld NPaKTUKH.

Juarnoctuka BI' B HacTos1ee BpeMs CKJ/Ia/ibIBaeTCA U3 pAJia N0C/el0BaTe/NbHbIX 3TANOB:

1) oGHapyxeHHs XapaKTePHBIX KJINHUYECKUX IPU3HAKOB 3a60/IeBaHUs;

2) u3MepeHHs aKTUBHOCTH B-D-ry10k031/1a3bl B IEKKOLUTAX; 0OHAPY>KeHNe XapaKTepPHbIX  KJIETOK ['ore

3) MoJIeKyJIIPHO-TeHeTH4eCcKOoro aHanusa [2,6,12].

Y Haumlero nanueHTa HaGJIIOAAeTCs renaToOMerasvs, CIJIEHOMEraaus, TPOMOGOLUTONEeHUsA. B MuesorpaMMe o6Hapy»eHbl
kaeTkd lomle. /lMarHo3 NOATBEPXKJEH IeHETHYECKUM aHaJM30M, OGHApYy>KeHbI JBE MyTallMH, XapaKTepHble AJs 3TOro
3a00/1eBaHUSA. YYUTBIBAsA JOCTATOYHO COXpPaHEHHBbIH HEBPOJIOTMYECKHH CTATyc, y peGeHKa UMeeT MecTo 6oJie3Hb [owe
HpeAnoJoKUTENbHO 1 THna.

PaHHfA AMarHOCTHKA 60JIE3HU U HAa3HAYeHUEe MAaTOTEHETHYECKOH TepaluM UCKIII0YaeT NPOsiBJIeHUs UHBAJUAU3UPYIOIIHX
CUMIITOMOB 60JIE3HH, YTO MOMKET MPUBECTH K MOJHOW peabuautauuu 6osbHOro[1,7,13].depMmeHTO3aMecTUTENbHAS
Tepamnusl sIBJSETCS €JUHCTBEHHBIM 3(QGEKTHUBHBIM MeTOAOM JeyeHUs1 BI, KOTOpbIH KynmHpyeT OCHOBHble KJIMHHYECKHE
NpOosIBJIEHUs 3a060JIeBaHHUs, yIy4Iliasi KAYeCTBO )KU3HU GOJIbHBIX C 60/1e3HbI0 ['ollle U He 0Ka3bIBas BbIPAXKEHHBIX NOOOYHBIX



adpdexToB. Umurionepasa (Llepe3um) sBiasieTcs aHanoroM B-D-riwoko3ujassl U npousBojuTcsa ¢ nomouipio JHK-
peKOMOUMHAHTHOM TexHoJioTUM. llepe3uM nokasaH AJj1s1 MOXXKU3HEHHOM 3aMeCcTUTe/JbHOW $pepMeHTOTepanuH y 60JbHBIX C
MO TBEPKAEHHBIM JUarHo30M 6osie3Hu [owe [20, 21, 22].

OpdaHHble 3a60JiIeBaHUSI TPEOYIOT AOPOrocTOosiliero JedeHus. Ha JieueHHe oJHOro peGeHKa W3 pecny6JHUKAHCKOIO
6roKeTa Pecriy6iuku KaszaxcraH B rof BelessieTcst 24,2MJIH TEHTe, TaK KaK 0/jHa aMITyJsia MOXKET CTOUTb 368 ThICSIY TEHTe.
Ha ceropHamHUM AeHb NpenapaT BXOAUT B NPOTrpaMMy JAONOJHUTEJNbHOIO JIeKAPCTBEHHOI'O oOecleyeHUs] U sIBJsSETCH
GecnJIaTHBIM /1Sl BCeX MAalMeHTOB ¢ 6oJsie3HbI0 ['owte B Kazaxcrane [22].

3akaoyenue. [losMMopdU3M KIMHUYECKUX MPOSIBJIEHUN U OTCyTCTBHE NAaTOTHOMOHWYHBIX CHUMITOMOB IpPEeNsTCTBYIOT
NIOCTAaHOBKe JlMarHo3a Ha paHHHUX CTaJusAX, a OJUCUCTEMHOCTD NTOPaXKeHUsI MacKUpyeT 60Jie3Hb ['olle noj, pa3Hoo6pa3Hble
3a60JsieBaHUs. Halll onbIT 10KA3bIBAET, YTO C 6OJIbHBIMU C J1e6H0TOM 60Jie3HU ['olle MOTYT BCTPETUTBCS HE TOJBKO NeJUaTp
WM Bpad o6LIed MPAKTUKH, HO U JIDOOU y3KUH crenuanuct. TiaTeNbHbIH ONPOC U BHUMATEJbHbIM 0CMOTp, NajbHaLys,
NpU HEOOXOJUMOCTH PEHTTEHOJOTHUYECKOEe UCCIeZloBaHue, ucciaefoBaHue wuesorpammel, KT, MPT, xapaktepnHas
KJIMHU4YecKasi CMMITOMaTHKa MOMOTYT 3al0A03PUTh 3TO J0BOJbHO PeAKO BCTpeyalolleecst 3ab6oJieBaHUe U CBOEBPEMEHHO
HanpaBUTb pebGeHKa B CHelMaJu3upoBaHHOE OTAesleHHe. ITO MpeJCTaBseTcsl BO3MOXHBIM NPH HaJW4YUU ONpejie/leHHON
HaCTOPOXEHHOCTH, 3HAaHUU CUMIITOMAaTHKH 3TOTr0 3a60JIeBaHUSA TPAaKTHYECKUMHU BpayaMH. HecBoeBpeMeHHas AMarHOCTHKaA
3a00J/1eBaHUA, 00yCJOBJIE€HA, HA Hall B3IJIAJ, HEJAOCTAaTOYHBIM O3HAKOMJIEHHEM Bpauyed o6lesiedeGHONW CeTH C JaHHOU
Ho30Jsi0rH4Yeckod popMoi. Ho, B moc/ieiHee BpeMs, OTMe4eHa TeHJEHIUA K POCTY KOJIMYeCTBa 60JIbHBIX, YTO, 10-BUIHMOMY,
CBSI3aHO C yJIy4IleHHeM AUarHOCTHUKHU.
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A.A. BABAPBAEBA, T.B. MAJIKOBA, 3.J1. PATYJIJIAEBA
Kasax meduyunanwik y30ikci3 6i1im 6epy yHusepcumemi,
Bananap oHkon02us ycaHe 2emamo.102us KypcvlMeH neduampus kagedpacwt

I'OLLIE AYPYbI BOMBIHIIA KJIMHUKAJIBIK XKATAAN

Tyiin: Towe aypysl opdanabl, B-/|-riroko3uaza depMeTiHiH JU30COMAChIHBIH, OY3bLIBICBIHAH JaMUTbIH F€HETUKAJIBIK,
aypy. YakbITbIH/A »Kaca/JraH AUarHOCTHKa dJiCTepMeH >K9He MaTOreHeTHKaJ/blK Tepanusafa 6al/JaHbICThI, MYreJeKTiKTiH
aJJblH ajyfa 6Gosagpl. [ollle aypyblHbIH Ka/lfFbl3 eMi gepMeHTaJMacTbIpylibl Tepanusi 6oJsbll TabbLiaAbl. OcbIFaH
0al/IaHBICTBl MbIHA KJIMHUKAJBIK KaFJal/ibl YCbIHAMbI3, 3 alblK 0ajajla FeHeTUKaJblK NeH (epMeHTAaTUBTI djicTep
apKbLIbl )kaHe MuesorpaMMa/ia ['ollle JxacyiianapblHbIH aHbIKTa1ybl apKbL/Ibl epTe JUarH03 KOHbLIAbL.

Tyiinai cesazep: Cupek Ke3zeceTiH aypyJap, [owie aypysl, remaTtocnjeHoMmeranus, D-IyrokKo3ujasa, UMHUIJIOLEPasa,
GaJsasnap.

A.A. BAZARBAEVA, T.V. MALKOVA, Z.L. FATULLAEVA
Kazakh Medical University of Continuing Education,
Department of Pediatrics with a Course of Pediatric Oncology and Hematology.

CLINICAL CASE OF PATIENT WITH GAUCHER DISEASE

Resume: Gaucher disease is orphan genetic disease, caused by defect of lysosomal enzyme B-D-glucosidase. Early diagnostics
of disease and an order of pathogenetic therapy eliminate disabling symptoms. Enzyme replacement therapy is the only
effective method of treatment of Gaucher disease. We present the case of early diagnostics in a child, 3 months, based on
detection of Gaucher cells in myelogram, confirmed by genetic and enzymatic methods, timely start of treatment.

Keywords: Orphan diseases, Gaucher disease, B-D-glucosidase, imiglucerase, children.



