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BOJIE3Hb I'OILIE: COBPEMEHHBIE ACIIEKTbBI IMAT'HOCTUKHU
N JIEYEHUA

Paccoxuna E.A., Cugakona JI.A., Kuzaroa C.T.
HAO MVK, Kapaeanoa, e-mail: Rassohina@kgmu.kz, Sidakova@kgmu.kz

B crarbe nmpezacTaBieH KIMHUYECKHH ciydaii 0one3nu [ome 3—To Tuma y pebeHnka B Bo3pacte 13 nert, mpo-
xmuBatorero B r.Kaparanza. DTo 10CTaTOYHO peaKoe HACIEACTBEHHOE 3a00IeBaHNE, KOTOPOE HACIEAYEeTCs 0 ay-
TOCOMHO-perieccHBHOMY TuiTy. OCHOBHOE 3BEHO ITaTOT€HE3a JIAHHOTO 3a00NeBaHMsA: HEJIOCTATOYHOE KOIMYECTBO
B opranmsMe (epMeHTa p-D-III0K0311a3bl; MPHBOIUT K TOMY, YTO B JIM30COMaX KJICTOK HAKAIUIMBACTCS IVIIOKOLIC-
pebposuaus. KimHuueckue nposiBieHus 3a001€BaHus — MOPAKEHUE KOCTEH M LEHTPAJIbHOH HEPBHOH CHCTEMBI,
reraToCUIICHOMETalIHsl, aHeMHs], HeffTpornieHus u Tpombonuronenys. Iloka3aHo, 4T0 eAMHCTBECHHEIM () (eKTHBHEIM
METOZIOM JieueHust Oose3Hn [olie Ciry’KUT maToreHeTndeckas hepMEeHTO3aMECTUTEIIbHAS TEPAITHst, KOTOPast KyHpY-
€T OCHOBHBIC KJIMHUYECKUE POSIBICHUS OOJIE3HH, YIyUlllasi Ka4eCTBO KM3HU OOJIbHBIX U HE OKa3bIBast BBIPAXKCHHBIX
10604HBIX 2P dexToB. 11 TAKOTO JIeUSHNUs NCIONIB3YIOT UMULIIOLEepasy, HoJ] JeHCTBHEM KOTOPOI IPOUCXOIUT TH-
JIPOJIN3 TIMKOIHUITHAA TIIOKOIIepeOpo3Ka 10 NIFOKO3bI U [epaMK/a 110 00BIYHOMY ITyTH METabO0IH3Ma MEMOPaHHBIX
aunuoB. MMunironepasa nokasaHa JUist JUIMTEIHOI 3aMECTUTEIBHOM (epPMEHTOTEpaNnH Y OOJIBHBIX C MOJATBEPIK-
JneHHol Gonesnbio Tome 1-ro u 3-ro Tuma. OCOOGCHHOCTBIO JICUEHHS! JAaHHOTO MAUEHTa SIBISIETCS TO, YTO B CBSI-
31 C MO3HNUM YCTaHOBJICHHEM KIMHHYECKOTO JHArHO3a M HECBOCBPEMEHHO HAadaToil (h)epMEHTO3aMECTHTEIBHOM
Teparnueil COCTOsIHIE peOeHKa YXy/IIIMIOCh, U AalbHeiInas Teparnus ycyryouiach HOSBUBLIMMUCS OCIOXKHEHUS.

KuroueBrble ciioBa: oppannbie 3ad0j1eBanns, 601e30b [omre, p-D-rimioko3nia3za, MMHUIVIIONEpa3a AeTH.

GOCHE’S DISEASE: MODERN ASPECTS OF DIAGNOSTICS
AND TREATMENT

Rassokhina E.A., Sidakova L.A., Kizatova S.T.
NAO MUK, Karaganda, e-mail: Rassohina@kgmu.kz, Sidakova@kgmu.kz

The article presents a clinical case of type 3 Gaucher disease in a child at the age of 13 years old, living in
Karaganda. This is a fairly rare inherited disease that is inherited in an autosomal recessive manner. The main
component of the pathogenesis of this disease: an insufficient amount of the enzyme pD-glucosidase in the body;
leads to the fact that glucocerebrozidiv accumulates in the cell lysosomes. The clinical manifestations of the
disease are damage to the bones and the central nervous system, hepatosylenomegaly, anemia, neutropenia and
thrombocytopemia. It has been shown that the only effective treatment for Gaucher disease is pathogenetic enzyme
replacement therapy, which suppresses the main clinical manifestations of the disease, improving the quality of
life of patients and not having pronounced side effects. For such treatment, imiglucerase is used, under the action
of which the glycolipid of glucocerebrozide is hydrolyzed to glucose and ceramide along the normal metabolic
pathway of membrane lipids. Imiglucerase is indicated for long-term replacement enzyme therapy in patients with
type 1 and type 3 confirmed Gaucher disease. The peculiarity of the treatment of this patient is that due to the
late establishment of a clinical diagnosis and untimely initiated enzyme replacement therapy, the child’s condition
worsened, and further therapy was aggravated by the complications that appeared.

Keywords: orphan diseases, Gaucher disease, pD-glucosidase, imiglucerase, children

Ha cerommsmunii geHb DIOOAIBHOH CO-

LUaJIbHONH MpOoOJIeMOil oO0IecTBa SBISIOTCS
opthannbie (penkue) 3aboneBaHUs y JETEH,
K 4HMCIy KOTOPBIX OTHOCHTCS Oone3Hb [omre.
DT0 TeHeTHueckoe 3aboiieBaHHe, OOYCIIOB-
JICHHOE Je(eKTOM JIM30COMHOIrO (epMeHTa
p-D-Iroko3u1a3bel ¥ XapakTepusylolieecs: Ha-
KOIUIEHUEM KJIETOK loIme: B KOCTHOM Mo3re,
[ICUCHHU; CEJIE3EHKE, FTOJIOBHOM MO3Ire U APYTHX
opranax [1, 2, 3].

Yacrora 6one3nu lome B obmieit momymns-
i 1:40000-1:75000. Cpenu eBpeeB-alikeHa-
31 (BbIXoaLeB U3 Bocrounoit EBporner) yacrora
BCTPEYAEMOCTH 3TOr0 3a00JIeBaHUs SIBISIETCS
caMmoii Beicokoii: 10 1 Ha 450 yenoBek. bone3up
lome Hacnexyercst IO ayTOCOMHO-PELIECCUB-
HoMy Tunly. BI' mopakaer JIMIl Kak MY’»KCKOTO,
TaK M KeHCKoro nomna. Oda poauTens sBIsIOT-
Csl HOCHTEJSIMH M TepelaloT NeQEeKTHBIA IeH
cBoeMy peOeHky. ['en B-rroxonepedpo3nnasel

KapTupoBaH Ha xpomocome (1q21). Omucano
oko10 200 pazau4HbIX MYyTalMM, TPUBOASILIUX
K nedekty pepmenTa, u3 KOTOPBIX 4 SBISIOTCS
HanOoJIee YaCTHIMHU U COCTABIIIOT 0KoII0 90 %
BCEX MyTallMii B MOIMYJISIMK MAIUSHTOB ¢ 00-
ne3nbto Tome [4,5,6].

C paciupeHueM METOIOB JIHAarHOCTUKH
BBISBIISICTCS BCE OOJIBIIIEE KOJMYSCTBO JICTCH,
CTpaJalolnX JaHHBIM 3a0oneBaHueM. Ecmu
paHbIlle HOCHUTEISIMH OOJIC3HW OB CHMHH-
ubl, To Ha 2018 rox B Pecnybnuke Kazaxcran
muarno3 «bonesns [omme» oduimansHo 3ape-
ructpupoBal y 20 uenoBek. [lo Kaparannun-
CKOM 00J1aCTH 00IIIee KOJIMYSCTBO JIeTeH C Iua-
THO30M 00JIe3Hb [ 011Ie cocTaBisAeT 3 YemoBeka,
13 HUX Y OJHOTO peOeHKa TUarHOCTHPOBaH 1—
BIl THII, a y JBOUX JAeTeH — 3—uii Tum 3aboire-
BaHUs1. BRIOOp KIMHUYECKOTO Citydast JiJIsl TIOJI-
poOHOTO M3y4YeHHsT OOYCIOBJIEH PEAKOCTHIO
MaTOJIOTUW B KIMHUYECKON TIPAKTHKE.
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Llenpro Hamiero HCCICAOBAHUS SBIISCTCS
M3yYeHUE KIMHHUKO-TAa00PaTOPHBIX 0COOCHHO-
creit 0osesnu Iomte.

MaTepHa.m,l H METOAbI UCCTICAOBAHUA

Onucan KIWHUYECKHWHA Ciy4aid OoJe3HH
T'ome, pebenka B., B Bo3pacre 13 jeT, HaxoauB-
[IeToCs] Ha JICYEHUH B IeMAaTOJIOTMYECKOM OT-
nenenun KI'TI «O[AKb» ¢ nuarnozom boie3Hb
T'ome, Tun 3. POII ITHC. AcreHoneBpoTuue-
ckuil cunzpom. llopranpHas runepreH3us.
BozpacT Ha MOMEHT yCTAaHOBJIEHHs IUarHo-
3a- 5 netr. JlanHOMY peOeHKy OBLITH MPOBEACHBI
KOMITJIEKCHOE O00CIIeZIOBaHNE, KOHCYJIBTAIUS
Y3KHX CIEIHaJINCTOB, KOHCEpBaTHBHAS, CHM-
NTOMaTHYEeCKas Tepanus U peaduinTanus.

Kanodsl Ha MoMeHT ocmoTpa (2018 r):
0J€JHOCTh KOXKHBIX IIOKPOBOB M CIIM3UCTBHIX,
yBEJIMUEHHE KUBOTA B 00bEeME, IEPUOJHUCCKU
00MM B HIDKHUX KOHEYHOCTSX, JIAOMIHLHOCTH
HACTPOEHMS, 4YacTble MPOCTyAHBIE 3aboJieBa-
HUS, OOILYIO0 CIab0CTh, YBEIUYCHUE TeMIIepa-
TYpBI Tena 10 cyoheOpuIbHbIX THD.

Anamnesis morbii: pebeHok OomeH ¢ aBry-
cra 2009 roga, B 1e00TE OTMEYAIHMCh HOCOBBIE
KpPOBOTEUEHHSI, YBETMUEHIE Pa3MepOB IEUCHH,
cenezeHku. lomyyan cuMnTomarnyeckoe jiede-
nue B O/IKb. [To kBote nHanpasnen B HIITu IX,
HO POJUTENH OTKA3aJIMCh OT TOCNIUTAIN3ALMH.
B teuenune 6 mec. peOeHOK He HalOmMIOmanCs
B TIOJIMKJIMHUKE I10 MECTY JKUTEIbCTBA. B KoHIIE
suBaps 2010r mosBuIMCH OOJM B KOJIEHHOM Cy-
CTaBe, OOpaTUJINCh B YaCTHYIO KJIMHHKY, 110 pe-
3y/lbTaTaM 0OCIIeJOBaHUS BHICTABIEH JWAarHO3:
Onucropxo3. Jleuenne He mpoBoaniocs. B cBs-
31 C HapacTaHHEM CHMIITOMOB MHTOKCHKALHH,
0oneBOMy CHHIpPOMY B KOJIEHHBIX CYCTaBaXx,
IIPOTPECCUBHBIM YBETMUEHHEM 00bEMa KHUBOTA,
ObUT TOCIUTAIN3UPOBAH B TEMAaTOJIOTUYECKOE
oraenenue OJIKb r. Kaparanaa. Ilomxydan antu-
OakTepHaIbHy10, MEMOpPaHCTaOMIH3UPYIOLLYIO,
AKK, npoOuoTnkm.

ITepBas rocnurtanuzanus: B HIIT u JIX
¢ 15.02.10. mo 01.03.10r. Korma mpu obGcite-
noanun: OAK ot 25.02.10r: 3p 2,8x1012/m,
Hb 56 r/n, TpomOoruTel 80THIC., JCHKOIUTHI
2,2x109/7, ¢/st 16 %, mumdorutsr 79 %, MOHO-
uuthl 6%, COD 33mm/4. Muenorpamma npu-
BE3€HHbIC — B 11.K.M. B G0JIBIIIOM KOJI-BE KJIETKH
Tome: ¢ mupokoit Tory60BaTON MUTOTIA3MOM,
CJIOMCTOTO CTPOEHHUS, C IEHTPAIHHBIM HO YaIle
C DKCIEHTPAJIbHBIM pACHOJIOKEHUEM sApa.
Berpeuarorcst KneTku ¢ 2—3 MENKUMHU SJIpaMH,
IUIOTHOM CTPYKTYPBbI, HECKOJIBKO CMOPIIEHHON
dhopmpl. ['paHymoOIUTApHBIA POCTOK CY)KEH,
WIEeT 3aJep)KKa CO3peBaHHs HEHTPO(UIOB.
OpUTPOUJIHBIA POCTOK pACHIMpPEH, CO3peBa-
Hue He HapyieHo. MKI] B ymepeHHOM KoJ-Be.
3akJ.: xinetku [ome. Y3U OpromHo#i nojaocTu
ot 16.02.10r. BelpakeHHas renarocjieHOMe-
ramus. J{uddys3Hpie M3MeHEHUs IMapeHXUMBI

neyeHd. BTopuuHBIE HW3MEHEHUs TOMKETy-
JO4HOW kene3bl. Jlomeporpadust cocynos
nevyenu, cenezeHkun ot 16.02.10r Ilpusnaku
MTOPTANBEHON THIEepTeH3WH. PeHTreHorpadus
oenpeHnsix koctei ot 16.02.10r ompenenser-
Csl pacUIMpeHne TUCTAIBHBIX OTIENOB nuadu-
3a, MeTadusza ¢ o0eux cTopoH. 3aki: bone3nn
Tome? 23" or 16.02.10r peructpupyrorcs
MIPU3HAKU CHIDKCHHS TMOPOKa MapOKCU3MAallb-
HOW TOTOBHOCTHB BHUJI€ OMCHHXPOHH3HPOBAH-
HOW aKTHBHOCTH OCTPBIX BOJH C KOPOTKHMHU
MepUOJaMH, C aKLIEHTOM B MPaBOi JOOHO-BU-
couHoii obnactu. HeBpomnaronor: Pesumyais-
HO-OpraHUYecKasi HOPaKCHUE TOJIOBHOTO MO3-
ra. ACTEHOHEBPOTHUECKUN cuHApoM. CHaHbl
aHaIM3bl Ha (hepMEHTHBIE UCCIIETOBAHMS: TITIO-
Ko1IepeOpo3u1a3bl, TaJakTO3UAa3bl, XUTOPTHO-
3MJ1a3bl, DTIOKO3WIIMprUMuAassl. Oproren: bo-
sge3nb Tome. Ilo pesynbraram IpOBENEHHOTO
o0crennoBaHusl, ObUT BBICTABIICH KIMHUYECKUH
muarno3: O0.lome III Tum. KoncynasrupoBan
renetuxkoM 28.05.10. 3axmrouenue: 0.lome,
ayTOCOMHO-PEIMICCUBHBII TyTh HACJIEA0Ba-
HUs. bbia pekoMeH1oBaHa MoKU3HEHHas Qep-
MEHTO3aMEeCTUTEIIbHAsL TEepanus MpernapaToMm
oroxonepedposunasel «Llepesum» u3 pacuera
60 En/kr 2 paza B MecsI1l B/B KaIl 2 4aca, HO Jie-
YeHHEe He MPOBOINIOCH.

Bropas rocmurammsammsa: ¢ 12.05.11.—
19.05.11. mosropHO rocnutanusuposad B HIIIT
u JAX B CI0XKHO-COMaTHMYECKOE OTJIEJIEHUE.
Koncyneruposan npod. A.Tunbku-lnmancku
(MemopHasbHBI HHCTUTYT JIETCKOTO 3/I0POBBS,
ota. Oone3Hel oOMeHa (MeTadOoIMYecKux 00-
nesneit) Baprmmasa (Ilompmia). PexomenmoBana
tepanus Llepesumom 60En/kr 1 pa3 B 2 Henenu.
DepMEeHTO3aMECTUTENFHYIO TEPAITUIO MOTydall
HEPETYISIPHO, B CBSI3H C OTCYTCTBUEM KOHTPOJIS
CO CTOPOHBI y4aCTKOBOTO ITeIMaTpa 1 He BHITIOII-
HEHHEM JieueOHBIX Ha3HAYCHNH POAUTEISIMH.

Tperas rocrmramm3zamms: C 16.07.2015r
mo 25.07.20151, mimaHOBOe Ha KOHTPOJIBHOE
oOcnenoBanue. JaHHas rocnuTagM3anys Tak-
e Ha KOHTpoJIbHOe obOcienoBanue. Oepmen-
TO3aMECTUTEIbHYIO Tepanuio Hadanu B 2011T,
MTOJTy4YaeT CO CIIOB PETYJSPHO, O3 TIepephIBOB.

Anamnesis vitae: Pe6erok ot 1 6epemen-
HOCTH ¢ (PU3HMOJIOTHMYHBIM T€YeHUEM, 1X cpou-
HBIX ponoB. Pommics Becom 3400rp, poctom
54 cm. I'pynHoe BckapmimBanue 10 1 roxa.
[IpuBut no xanenaapro, ot remarura «B» 3 x
KpatHO. HacnencTBeHHOCTh W allleproaHam-
He3 He otrsgrouleHsl. Yacro 6oseer OPBU, an-
TMHA JakyHapHas. JIeTCKUMH WHQEKIHIMU
He Oonen. KOHTaKT 1o renarury, Kox.BeH., tbe
orputl. Cocrout Ha «/I» ydere y remaronora
¢ 2010 roma. Tpancdy3noHHbli aHamHe3: Op.
macca B OJIKb r. Kaparanga, 8 2010-2011 rr
n HIIIn/JX, mociaenuss remorpanchysus —
25.07.2015 8 HUIT u /IX. HacnencTBeHHOCTD —
HE OTATOIEHA.

B HAYYHOE OBO3PEHME Ne$5, 2019 W



PROCEEDINGS OF THE XI INTERNATIONAL STUDENT’S SCIENTIFIC CONFERENCE
«STUDENT SCIENTIFIC FORUM 2019»

104

B MEDICAL SCIENCES W

Status praesens: CocrosHue peOeHKa
CpelHEH CTemeHH TSDKECTH 3a CYeT XPOHU-
YECKOW WHTOKCHKAIIMHA, aHEMUYECKOTO, Cy-
CTaBHOTO W THIEPILIACTHYECKOTO CHHAPOMOB.
CamouyBcTBHE yMepeHHO HapymieHo. CoH
U almneTuT He HapymeHbl. PeGeHok B030yxk-
JCH, IICHXHKa J'Ia6I/IHI)Ha, CUHAPOM HaBA34YU-
BBIX JIBIOKCHUH. MIHTeIeKTya bHOE pa3BUTHE:
OTMEYaeTCsl HallMuhe TPYAHOCTeH oO0ydeHus
BCJIE/ICTBUE TUIOXOH COOOpPA3HUTENBHOCTH, IIa-
MSATH, HEZIOCTaTOYHOTO BHUMAHWSI, HApyIIEHUS
BBIpaGOTKI/I IIKOJBbHBIX HABBIKOB. Peun YCKO-
pCHHAasA. Kosxuble NOKPOBBI U BUAWUMBIC CJIA-
3UCTBIE OJEJHO-PO30BOIO IBETA, YHUCTHIE OT
BBICHINIaHUH, Cnu3ucThie ONeTHO — PO3OBHIE,
YUCTHIE OT ChIIU. 3€B TUNIEpEeMUpPOBaH. Typrop,
AIAaCTUYHOCTh TKAHEH COXpPaHEHBI, MOIKOXK-
HO-)KMPOBOW CJIOW paclpe/iesieH paBHOMEPHO.
KocTtHo-cycTaBHas cucTeMa: oTMedaeTcs Xpo-
MOTa 32 CUET OrPaHUYCHHUS ABWKEHHUS B Jie-
BBIX KOJIIEHHOM W TOJICHOCTOITHOM CYCTaBaXx.
[lepudepuueckne auMQPOy3TBl HE yBeTHUYE-
HBI. B 5erkux jxecTkoe IbIXaHWe MPOBOIUTCS
110 BCEM IIOJIIM, XPHUIIOB HET. CepJICLIHI)Ie TOHBI
YMEpPEHHO NPUINYIIeHbI, pUTMUYHbIE. JKUBOT
yBeIMUeH B 00BEME, NOCTYNEH Malblalluy,
MATKUH, 0e30071€3HEHHBIN, TMepUCTAIBTHKA
VIOBIETBOPHUTEIbHAS. BbIpaKeHHasT BEHO3-
Has CeTh Ha MepeqHel MOBEPXHOCTH KUBOTA.
Meuensp +2,0+3,5cM u3-monm kpas peGepHOM
nyru. Cenesenka +12,0, Huxe kpas peOepHO
IOYTH, IUIOTHOW KOHCUCTEHIIMH, HIPKHUH MOJTI0C
y BXoJa B Maublii Ta3. CTya CO CKIIOHHOCTBIO
K 3anopam. Modewnciryckanmne cBoOOmHOe, 0e3-
oonesnennoe. OTexoB HeT. HapykHbIE 1OJI0-
BbIC OpraHbl 110 MY>KCKOMY THUITY.

HECKOJIBKO cMOpIIeHHOoH (opMmbl. [panyrnonu-
TapHBIA POCTOK CyXKEH, MJIET 3aJepiKKa COo3pe-
BaHUsI HEHUTPO(UIOB. DPUTPOUIHBIA POCTOK
pacumpeH, co3peBanue He HapyueHo. MKI]
B YMEPEHHOM KOJ-BE. 3aKITIOYeHHE: KIETKH
Tome.

WHcTpyMeHTaIbHbIE HCCTIeI0OBaHNS:

Y31 OBbII 30.11.16. — TI'ematomeranus
3a cueT jeBoi nonu. JnddysHo-ogaroBeie nu3-
MEHEHHs B MMapeHXuMe TeueHH. BripakeHHas
ITHEBMOTH3AIUS KUIIIETHHKA.

MPT nmmwxuaux xoHeunocteit 06.12.16. 3a-
KJtoueHne: MHOKeCTBEHHBIE MEIKOO4YaroBble
M3MEHEeHUs OepeHHBIX KocTel. bynaBoBuHas
nedopmanus H/3 GelpeHHBIX KOCcTel. bone3nn
Towe. be3 Noa0XKUTENBHON AUHAMUKUA OTHO-
cutensHo 21.07.20151.

Y3U 6promuoit momoctu ot 01.06.2017 —
V3 nmpusHaku renarocrieHoMeraauu. Makpo-
cruieHoMeranus. CTpyKTypHbIE U3BMEHEHHUS T1a-
PEHXUMBI cele3eHKH (KieTku [omre).

OKT ot 30.11.2016r — Put™ CHHYCOBBIIA,
BeIpakeHHas aputmust. YCC — 83-55 B MuH,
20C — HOpMaNTBHOE.

OxoKI': He3HaunTenbHOE CHUXEHHE CO-
KpaTUTeIbHOH cIocOOHOCTH MHOKapa

Pentren OI'K: OwuaroBo-uH(uiIbsTpaTHB-
HbIX TeHel HeT. Kapauomeranus 1-2 crenenu.

[laToreneTnueckoe Jie4eHHWe Tpemnapa-
ToM umunIonepassl «Llepesum» 60En/kr =
1740E1(4dx) x 1 pa3 B 2 Hepenu B/B Karl 2 yaca

Pesynbratel m oOcyxaenusi. B coorset-
CTBUHM C HAIMYHEM M OCOOCHHOCTSIMH BOBIIE-
genus [IHC Beimensercs Tpu Thma OONe3HU
Tomie.IlpencraBieHHbl KIMHUYECKUN CiTy4ai
OTHCHIBAET MEJJIEHHOE porpeccupoBanue bo-

IIpoBeneHHoe UccaeI0BaAHUE 32 HA0II0aeMbli TTepUO/

JlaGopaTopHble MoKazaTenu:

Hs Dputp JletikonuToB TpomOo1TOB COD
OAK ot 25.02.10 56 r/n 2,8x1012/n 2,2x109/n 80x10°r/n 33 Mm/g
OAK ot 29.11.16 91,5 r/n 4,24x10"21/n 2,49x10°r/n 50,8x10°r/n 7 Mm/4
OAK or 05.12.16 92,3 r/n 4,19x102r/m| 3,13x10° r/n 78,6x10°1/n 8 MM/4
OAK or 31.05.2017 88 /i 4.11x10%/n 2.86x10%/n 45,0x10°1/n 10 mm/a
OAK ot 08.06.2017 98 r/n 4.4x10%%/n 3,1x10%n 47,0x10°r/n 12 mm/u

Koarymorpamma ot 01.06.2017 — AUTB-
42,4 ¢, I[ITU — 86%, ¢pubpunoren — 3,4 r/i,
TB-9,6 c, perpakuus kposgHoro cryctka 50 %.

Muenorpamma — B m.k.M. B Oonbimom
KOJ-Be KJeTku lome: ¢ mupokod romy6o-
BaToM IWTOIIA3MOM, CJIOMCTOTO CTPOEHHS,
C IIEHTPAIBHBIM, HO Yallle ¢ IKCICHTPATbHBIM
pacronokeHueM siipa. BeTpeuaroTcs KieTKu
¢ 2-3 MEJKHMH SpaMU, THIOTHOH CTPYKTYPHI,

ne3nn lome 3-ro Tuma y pebeHka B Bo3pacrte
13 siet. B nanHOM cityyae 1MarHo3 yCTaHOBJICH
B JIOLIKOJIBLHOM Bo3pacTte (5 net) uepe3 18 me-
CSIIEB TOCIE TOSBJICHUSI MEPBBIX CHUMIITOMOB
3a00JeBaHNs, HOCOBbIE KPOBOTCUCHUS, YBEIIH-
YeHHe pa3MepoB IEUeHH, celie3eHKH. Hempe-
phIBHAs (hepMEeHTO3aMECTUTENbHAS TepaIus
Hayara uepe3 3 MecsIa nocje NoCTaHOBKHU JIU-
arHo3a. Ha ¢oHe maroreHeTHUECKOTO JIeUEHHS

B SCIENTIFIC REVIEW Ne5,2019 W



MATEPHUAJIBI XI MEXXTYHAPOJIHOM CTYIEHUYECKOM HAYYHOM KOH®EPEHLINN
«CTYIEHUYECKMIT HAYYHBIA ®OPYM 2019»

B MEJIUIMUHCKHUE HAYKN N

105

B Teuenue § net Ha 2018 rox oTMedaercs ciie-
IyHIas JUHAMHUKA KIWHUKO-JIa0OpaTOPHBIX
MPOSIBIICHUI:

* CO CTOPOHBI HEPBHOW CHCTEMBI TpyOoif
MaTOJIOTUX HET, OJHAKO CTPaJaeT HHTEJUICK-
TyaJbHOE pAa3BUTHE, OTMEUaeTCs HalM4ne
TpyaHOCTeN 00y4YeHHsI BCIeICTBUE TUIOXOM CO-
00pa3uTeNbHOCTH, NaMSITH, HEIO0CTaTOYHOTO
BHUMAaHWsI, HAPYIICHUS BEIPAOOTKHU MIKOJIBHBIX
HaBBIKOB, peYb yCKOpEHHasl.

* CO CTOPOHBI KOCTHO-CYCTaBHOW CHCTe-
MBI BHIMMOI I1aTOJIOTHU HET, KOCTHEIEC OOJIH
KyIUPOBAJINCH, OJHAKO OTMEUYAETCs XPOMOTa
32 CYET OIPAaHUYCHUS JBUKCHUS B JICBBIX KO-
JICHHOM H TOJICHOCTOITHOM CyCTaBax.

* TeMOPParn4ecKoro CHHIpOMa HET

* COKpaIeHsl pa3MepoB TMedeHu + 2,5 cMm
+4,0 cm +3,0 cM (mannbie 3a 2009 1.; +6,5 cMm
+7,0 em+ 6,0 cm)

* COKpallleHHE Pa3MepOoB CEJIe3eHKH + 12,
0 cM (mamnbIe 32 20091 +16,0 c™)

* B OAK anemmus 1-2 cremneHu, TpOMOOIIH-
THI B ipenenax 100 teic, meikoruTsl 3,0 ThIC

B GonbmimHCTBE CilydaeB TeueHUE 3a0oJie-
BaHUS MEJIEHHO IMporpeccupyouiee. Jleranb-
HBIM UCXOJ] HACTYIACT PHU TSHKENBIX MOpaXKe-
HUSX JIETKUX U TedeHu. [IpomomKuTenbHOCTh
KWU3HH OONBHBIX mpu BI' 3 Tmma cocraBiser
12—17 net, HO OBUTM OMMCAHBI CIIyYaW BBDKU-
BaHus 10 30-40 nert. [Iporno3 BI' 3aBucut ot
BBIPAXKCHHOCTH KIIMHUYCCKUX HpOﬂBHeHI/Iﬁ.
HasHadeHue naTroreHeTWYEeCKON Tepanuu Ha
paHHHX CTaausAx 3a00JIeBaHUS OIpelesieT
OnmarompuATHBIA TPOTHO3 M YIydlIaeT Kade-
cTBO Ku3HU jgeted ¢ BI, mpeporBpaimas ux
vHBaNMaAn3anumio [6,7 ,8]. Y manmeHTa mmeer
MecTo mpeoOiiajlaHie B KIMHHUKE aHEMHUYe-
CKOTO, CYCTaBHOTO H THUIEPILIACTUYCCKOTO
cuHpoMoB. Teparnust maHHOTO 3a00IeBaHUS
y nmarenTa Obuia 3amo3fanoi. [Ilpornos y omm-
CaHHOTO peOcHKa HeOIarONPUATHBIN, TCUCHUE
3a00JeBaHMe MPOrPECCUpPYIOIIEe.

BrisiBenne bonesnu lome y pebOenka
03HA4yaeT, YTO B TCHOTHIIC JHOOro 3 po-
TUTENIell  WMeeTcs  MaTONIOTUYECKUH  TeH
B-mmokoriepebpo3naa3bl  KapTUPOBAHHBIN Ha
xpomocome (1q21). Omun U3 poauTeneit IBis-
eTcst HocuTeleM Jie(heKTHOTO reHa. He uckimo-
YcHa BEPOATHOCTD, UTO U OTCL, U MaTb UMCIOT
JTaHHBIN reH, ToCKoNIbKY Bl mopaskaet iy kak
MYKCKOTO, TaK M JKEHCKOro moia. Hammume
ne(eKTHOTO TeHa BIIeYeT 3a COOOU yrpo3y BO3-

HUKHOBEHUsI ()EpPMEHTOIATUH Y TOCIEAyIOLIe-
ro nokosieHus. [loatoMy Takue cempu JOIKEH
KOHCYJIBTUPOBATh TeHeTuk. [lpn HacTyruieHun
MTOBTOPHBIX OEpPEeMEHHOCTEH POIUTEISIM TIPe/I-
JIaraloT MPEeHaTaIbHYI0 TUArHOCTHKY, TO €CTh
WCCIIeZIOBaHUE TEHOTHUIIA €1Ile HEe POAMUBIIETOCS
peOeHKa C LEeNbI0 MCKIIOYCHUs! HACIIE/ICTBEeH-
HBIX 3a00JI€BaHHH.

BriBoabI

CBOEBpPEMEHHOE BBISIBIICHUE TTATOJIOTHH —
OCHOBHOM (paKTOp, OTMPeACISIONIHNA OIaronpu-
ATHOCTh KJIMHUYECKOTO TedeHnus. OmucaHHbBIN
KJIMHUYECKUH cllydail JE€MOHCTpUPYET MO3/-
HIOIO JIMarHOCTUKY 3a0oneBaHusi, 4to Oec-
CIIOPHO OTPa3UIIOCh Ha MPOTHO3€ 3a00IeBaHusI.
BecnpepriBHas kauecTBeHHas (hepMeHTO3aMe-
TUCTEJNIbHAS TepaIns — JIyYIIHiA Ha CETOHSIIII-
HUW JEHb CIOoco0 MOAEp KaHWs TAIMeHTOB
¢ Ooie3nnto Tomie, Oe3 BIMSHMS HAa UX Kade-
CTBO KH3HH.
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