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SAKJIIOYMEHHE
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Jebenen Mran Muxalinorag

TTpHaHHE KOHCYIIBTALHHA:
HepeHoM - MermHeHoe 3afionesaHHe

PesykTaThl KIWHAKO-TEHETHYECKOID aHaMHe3a B ofcneopanis:

Jebenes Maxcny Hoanosrm KOHCYISTHPOBAH ¢ NENBI0 VTOTHeHHA quarnosza: J[IMP.
Hamober: OTCTABAHHE B NCHXOMOTOPHOM PA3BHTHH: HE CHINT, HE BCTAET, HE XO/IHT.

PeGenok ot 3it GepeMennocTs, npoTexasmas Ha (oHe paruanTa 2/3 1 3/3. Poxu 3e, ua 39 Hen, CpovHEIC,
camocToaTensase. Pommics ¢ ommoii 53 oM, sec 3680 r, OLLA 8/9 Gannos. Bhinucan SoMoil 4¢ CYTKH
HUIHH,

PanHee pa3BHTHE: IONOBY AEPHHT ¢ 3 Mec, cHuuT ¢ 7 mec,

B 7 mec ofpariim BHAMAHKE Ha MEIISTHYIO c1alocTs, CTAN 3ABANHRATE HAZAN, EC/M CHICN, NOFBHNOCEH
rocornasfe. Co BpeHMEM ponMTe/H o0pallaioT BHHMAHHE PCrpece B pasBHTHE: UePEeCTAN CHIETS, HEpeCcTai
HepRaTBes 33 onopy. Haxomwics HeONHOKPATHO Ha cran, nederyd B otuenenne [THO no Mecty MuTenscTea ¢
nmaraozom: Hepero — MetedHoi 3afonesanse HeyTouneHRoe ReH(HEPEHIMPOBARHOE C IOPAKEHHEM
moToHeliponos, pepoaTHo CMA ReyTOMHEHHOE ¢ NPCHMYIISCTEEHHBIM I0POKEHHEM AKCHATEHOH MYCKYNaTyphl
H NPOKCHMAIBHOH MycKynarypsl koneanoctefi. ITocnencTane nepuraransnoe nopaxenne [THC piae nerxoi
cMemanHoH rHaApouedani KOMIEHCHPOBAHHOI, BRHPOKEHHON JANePXKH PEIEBOr0 PAIRHTHS, JerKoH
ApycToponnei mapaMHIHON HEAOCTATOTHOCTH. AHTHONATHH CETYATKH 10 T HITY BEHO3HOIO MO/HOKPOBHA.
He#porennas TyronoJsHAKHOCTE TonenocTonmHeX cycranos. ©@CH 1 cremenn.

leneanormvecknii anaMues: He oTaromes. bpak pogrrenedi He POACTBCHHbIA.

Ocmotp (Ir 8 mec) : poer —79%m, sec 11 kr, O 48,5 cm, nuddysnas mumeanas runotorns, CXP ¢ pyk H
HOT ucnaﬁnerm, CHMMETPHIHEIL, MATOMOTHYCCKHE PO@IJ‘ICKCI:I HE BRISBEBAKICH, CEMOCTOSATENBHD HE CAIHTECH,
CHIONT C KpYIII0il CHMHO#M, NN0X0 YISPEHBACT MOIOREY.

Ocmorp 8 roapacte Ir 10 mec. : poer - 80cm, Bec - 11, 2kr, O 49cM, maddyiaas MpmeaHas runotonns, CXP
¢ pYK B HOT 0cnaGNeHsl, CHMMETPHYHELE, TIATONIOTHYECKHE PEqUICKCHl HE BRISBIBAKITCA, CAMOCTOATENEHO e
CANMWTHCH, CHIHT ¢ KPYITIOH CIIMHOMH, M0N0 YIePHHBAET ION0BY.

BRITH NpenoEeHEl  NPOBEIeHE HEC/ICAOBAHMA;

30.03.2021 Mpresm (ocMOT), KOHCYITETAINA) Bpada-reHeTHRE, NepBHYHELH

30.03.2021 IMprem ofpasuos MOYM

30,03.2021 'a3peas xpomarorpadus obpainos Mol (OpraHHYecKHe AHIYPHI)
30.03.2021 Tamnemuan Macc-cnex®poMeTprs (CHCKTD AUMAKAPHHTHEOB, AMHHOKHCIIOT)

30.03.2021 Crpumwar-rectst ma JIGH (onpenenenne aKTHeR0OcTH THIOCOMHBX (JCPMEHTUB B IATHAX
BHICYIIEHHOH KpoBH; 3-D-rmoxoamiasa, a-D-rokosngasa, a-L-wayporniasa, cunroMueninasa,
ranakronepefpoInmasa, a-ranaKTosiata)



20.03.2021 I'azonag xposmarorpadmg mnasMel kposs (OJILDKK) (IuarnocTHra NepoXcHCOMHEX 3a0onepanuii-
uuapoy Lemserepa, X-AJII)

30.03.2021 Basie KpoBM U3 NepH(EpHYCCKO BCHEAL

{#6.04.2021 Tprem npeqocrasneimoro GHonorHgccroro Mateprana (ofpajnos xposu)

£1.04,2021 Onpenenexne akTEBHOCTH beta-D-ranakrosiassl B IATHAX BHICYIICHHOH KPOBH

#4.05.2021 Ipuem npenocTasieHHOr0 GHONOrHEECKOro Marepuana (ofpainos KponH)

44.05.2021 Ilomasiili anamas repa GLB1 (GM1-rasrmmoanaos tan 1, 2, 3, MIM 230500, 230600, 230650).
lanens "Hacneacreennnie SoMe3HE ¢ natonorHed crenera”

02.06.2021 Ilpuem (0cMOTP, KOHCYILTALMA) BPAHA-TCHETHKA, NEPBHYHBIN
(2.06.2021 Basrue kposm U3 nepHpepuueckoll BeHE

(2.06.2021 [loHCK BEHABIEHHEIX B CeMBE MYTAIMH ¥ POACTBENHHKOR (1 wei)
(12.06.2021 IloucK BHISBIEHHLIX B CEMEE MYTALMIl ¥ pONCTEEHHHKOE (1 4en.)

[lomywens: peIyIBTATE:

flonmedt asanms resa GLB1 (GM1-rasrmsossgos tan 1, 2, 3, MIM 230500, 230600, 230650). INanens
"Hacnencrsenusie Gonesnn ¢ naronorneii crenera”

Uens wecnenosanna: obcnenopanue,

MeTomom npAMOTO ABTOMATHYECKOTO CeKBEHHPOBAHNH MpoBedel HOMHEI aHany3 rena GLD1 (OMIM®* 611458,
NM_000404.3), My1auss B kOTOpOM NpHBOAST K paserra GM1-ranmmoznposa 1,2,3 tunos.

B ox3one 8 rena BLIABIEH He OMHCAHHEI paHee BAPHAHT HyKIeoTHAHOH nocnenoparensnoct ¢.308T=C
(p-Tyr270His) B roMO3HTOTHOM COCTORHHH.

Peromenayercs ucenenorars JIHK poawureneii npobamna Ans yCTAHOBIEHHA HOCHTE/IECTEA BRIABICHHEIX
papuanos (myskr npeiickypanta 3.182). g 21010 HeoGXOIHMO MPEIOCTABNTE CREXYIO KPoBL Wi ofpasuu
kpoBH Ha GuIBTpe.

PeromenyeTcs KOHCYNBTALMA JIESALETO BPA4a.

Crpunar-recrn na JIBH (onpenenenne akTRBHOCTH JIH30COMHBIX (EPMEHTOB B IIATHAX BRICYIICHHOR KPOBA:
8-D-rmoxoznnasa, a-D-rmokoangasa, a-L-uaypornnaia, chEToMReNHHa), rataKTronepedposnaasa,
a-TanaKToIHma3a)

AKTHEHOCTE HIMEDEHHBIX JIHI0COMHBIX (DEPMEHTOB B Ipeenax pedepeHCHBIX 3HAYCHHIH.

TaHIeMHAN MACC-CIIEKTPOMETDHS (CHEKTD ALNTKAPHATHHOE, AMHHOKHCIOT)
M0 Pe3yIETATAM HCCHEIOBAHNUA JAHHEIX 38 HACTEICTRCHHBIC AMHHOALWIONATHH, OPTAHHYCCKHE ALHIYPHA H
neeKTE METONOHIPHATEHOrO GeTa-OKHCNe NN He Bulgn/eno,

Onpeaenerne akTHEHOCTH bela-D-ratakTosniasel B IATHEX BRICYIIEHHOH KpoB#

o pesyiAbTaTaM HCCIeIOBANNA BEAKIEHO Pe3koe CHIDKEHHE ARTHEROCTH DeTa-D-ranakroannassl. Ha
OCHOBAHHK DHOXHMAYECKHX AgHHEX Juardos GMI1 ranmmossuos noaTBepHIEH,

lazopas xpomarorpadma mrasMer kposr (OILDKE) (orarsocToka nepoRcHCOMHBIX 3a00/1eBAHAN- CHEAPOM
UHeneerepa, X-AJIT)

B niasMe kpoBy CHIMEHE! KOHIEHTPAIIHE KHCIOT, NOBBIICHR COOTHOWCHRA koHNeRTpanmil, Pexoventyetcs
NOBTOPHTH HCNSNOBAHNE.

lazopaa xpoMarorpadis ofpasuos Mou# (OPraHHYCCKAC AUHAYDHH) g

B move nansenTa MoBHIIEHa KOHOERTPAIMA paga Metabosmron, JlaHAkle H3MEHCHHA MOTYT HOCHTS i1
BTOPHYHKLA XapakTep WM ObITE 00YCIOBNEHE PAAOM HacHeacTBeHHEX 3abonepanuil (HanmpisMep, LOE
MUTOXORIPHATEROH naronorned, gymaposoil ampypred 1 T.1.), PEROMEHIYETCH CONOCTABHTE KIHHHYSCKHE H
nafopaTopHbe TAHHKE,



3axMoueHRe: HA OCHOBAHNH KIHHHYECKHX JAHHBIX B TPOBEIEHHBX MONEKYIAPHO-reHETHIECKHX
Heeaenopanyit auarsos; GMI1-raErmHossa0sa 2 THIOB MOATECPAICH. THT BACNSA0BAHMA - AYTOCOMHD —
petteccupnnil, lenetTnaeckuit puck a1a calcos npobama - 25% .

PeromelUianmm:

1. HafmonenHe ¥ HeppoNora, TeHeTHE, odTansMonora.

2. Kourpons 300 - MOHATODHHTA.

3. Kontpons 3X0 - KI', BKT

4. Meauko - TeHeTHYECKOE KOHCYIETHPOBAHHAE IIPH ILTAHHPOBAHAN CCMBH.

5. Jlas pemenia Bonpoca off HHBAIHANOCTH peKoMeH10Bano ofparnthes B opransl MCD no Mecty
HHTCTRCTBA.

Bpay reneTnx T'ycena Jlapes Muxaitnossa




