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3AKJIIOYEHHUE

Baxpymesa Yibana Anexkceesna (18.02.2010)
Baxpywesa Tareana Bacunsesna (19.07.1982)
Baxpywes Anexceit Bnagumuposus (17.09.1979)

[IpHaHHE KOHCYTETALAN:
G40.6

PeayneTarsl KIMHHEO-TCHETHYECKOTO aHaMHe3a W obcNe1oBaHA:

Maumentra - Baxpymwesa Yieana AnexceesHa,

Hanofiet Ha NPHCTYNE MHOKIOHHYECKHX CYLOPOT, BRIOCTL 1 GLICTPYIO YTOMIAREMOCTE.

AHaMHes - 1esovka ot 2 Gepementocty (1 - 2008 - anoposas aesouka), npotekasielt na GoHe BAPHKOIHOTD
pacimpenis sen sor, TpomGodneGuTa, rpunna, renatnta B, caMocToATeNBHEX poos Ha 39 Henene ¢ Maccol
3450, amumoit 54 eM, ouenkolt no wrane Anrap 8/9 Sannos. Hentyxa y pe6Enxa, co eI10B MaMEL, [UTHITACH ¢ 6
CYTOK #H3IHH 00 1 Mecaua muznm, Panuce passnTre ¢ sanepmxrof - cumuT ¢ 9 Mecanes, xonerc 1 roga u 3
Mecaues, peys ¢ 1,5 ner. Jesoura wacto Gonena Gponxiranr, [lepenecna anenotoMuio B 5 net. B AetcroM
CAy H B WIKQNIE BOCTIHTATENH H YIHTCNA OTMEHANH 3WICPIKKY PassHTHA nepoykn. B 8 met mo stomy nosony
obpaTHIHCE ¥ HEBPONOTY, KOTOPEIA MOpeKoMEHA0BAN BEIMOMHNTE 3T (Tam oOHAPYHHMH ITHAKTHBHACTR).
Hasnauena Banenpoesas kucnota u [ManToram - ¢ yxymmenwem - MPOH3OMIEN NPHCTYT FeHePATHI0BAHHEIX
Cynopor ¢ obMAKAHREM i noTepell CoHARMA, KYNUPORABIMTCS caMocToaTensN0. Bnocnencem NPHCTYEL
CTAIH MCHEPAIHIORAHHBIMH TOHHKO-KNOHHYECKHMI = TOTOM - TOMAMOP{HEIMY, B TOM YHcne aBcaHcaMa 1
Muoknonniecknmi. Momywana Ges sddexra Duxopar, lenaxun xponocdepy, Jleserupaneram, Tonupomar,
femakun + daiikoMna - pemucens, KoTopas npekparniack Ha Qone otvens Gaiikommer. HabmonaeTea ¥y
SNIJISTITONOTA © AHATHOIOM - BEPOATHO reHeTHIECKAA PEINCTEHTHAS JTHJIETICHA ¢ MOMMMOP(HEIMK
TMIAPOKCHIMAMH, B T.4. ¢ MHOKIOHHAMH, KOTHHTHEBHSIM AedrumTom. MPT ronoenoro Mosra - kapruna
HeBONBMON acHMMETPHH rHInokaMior S<D, acvmeTpri cronos Moara S<D; nérias acHMMeTpHE GOKOBRIX
senynoukos D=8, 30T - snunentudiopmuan akrnenocts. Kapnotun - 46,XX. Ceiiuac fesovka nomydaer
Henaxwn, JlepeThpateram n GaitkoMITy - NPHETYIR MROKIOHIA BOTHHKAIOT 10 T Pat B cyTEH. Kpome Toro, ¥y
Jenouky GHBAKT NPHETYTIHL arpecens. Hacneno reeHHOCTS, ¢O C0B, He OTATONIEHA.

OBBeKTHBHO - NOXO/IKA € ATAKCHET (CO CIOB MAMBI, 3TO OABKIIOCH B TEUCHHE MIOCACANNX 6 MECALEH),
ofpamENAYI0 peds NOHUMALT © TPYIOM, CYXOWRALIEE pedUIeKCH ¢ HOr HE BRISHIBAIOTCH, OKPYKHOCTS TONOBE
33 cm (30 - 75 mepuentine), M-ofpasnan sepxuss rvGa.

ARarnos - MUIENCHA. YHUTRIBAS JANePHKY Pa3snTHs W (JapMaKoPe3HCTEHTHBIE CYIOPOTH, ¥ MAIMEHTKH
MOIKHO NPEANONOHHTE HATHYUE HachencTnennol npwamust cyropor. JlnddepeHuMaNBHYIO IHATHOCTHEY

CNEIYET NPORMIATE MEHTY HACTCACTECHHEIMM DONeIHAMA 00MEHA BELCCTE, MEOKIOHHYSCKHMH MTHACMCHAMHE
H XPOMOCOMHBIMH CHHAPOMAaMH,

Beuim NPEANoHeHLL B MPOBSASHR! HCCNENODAHN:
18.08.2020 IMpuem (0cMOTP, KONCYALTALNA) BpAYA-TEHETHRE, NEPEHTHEHL
18.08.2020 Baarie KpoBH K3 Naisua



18,08.2020 Tanpemuan Macc-ceKTpOMETpMA (CnEkTp APUTKAPHATHHOB, AMHHOKHEIOT)
18.08.2020 INpnem ofpasuon Moun

18.08.2020 Tazopas xpoMarorpadius obpasios Moum (OpraHM¥ecKHe auHIyVpPHH)
15.10.2020 [Mpnen (0eMOTP, KOHCYNETALI) BPAYA-TEHETHKE, NEPBHIHELA

15.10.2020 Mpstem ofpasuos moau

13.10.2020 'asosas xpomatorpadms obpasuos Mous (oprammyeckie AlMAYDHH)

[Momysens pesynerars:
Tanaenmnan Macc-CHEKTPOMETPHA (CACKTD ALHMIKAPHHTHHOB, AMHHOKHCNOT): 10 PesyNETATAM HCCHeA0RannA

AAHHBIX 32 HACNENCTBEIHBIC AMHHOAIMIONATHY, OPraHHYECKHe ALMAYPHH H AedekTEl MHTOXOHIPHATEHOTO
GETA-OKHCIEHHA HE BLIABIEHO,

lazoBan xpomarorpadua ofpasiios Moun (OpraHMMecKHe AWHILYPHI): B MOYC NAUNEHTKH NOBLIIEHA
KOHUSHTPALHA pajia MeTabomuTos. JlanHEle HIMEHENNA MOTYT HOCHTE BTOPHYHEL xapakTep WK GLTE
ofyenoBneHbl PRIOM HACTERCTREHHEX 3a0oNenanii (HanpumMep, MUTOXOHAPHANEHON MaTONOTHEl W T.0L.).
lazonan xposarorpadmns obpazuos Mous (Dpraimmeckie aumiIypun): & MOYe NamHeHTa MOBKIIEHa
KOHUEHTPAlKA paja MeTabonuTos, JaHHble HIMEHEHHA MOTYT HOCHTE BTOPHYHLLI XApAKTep HIH OHTE
00ycnoBeHE PAIOM RAcNeCTReHHLIX 3abonesanmil (HanpHMep, MHTOXOHIPHATEHOMN NaTonorHel,
HACIEACTBEHNEIMH GONEIHAMH ¢ NOPAMEHHEM MCHCHT 1 T.JL.).

Pexomenaannn:

B nnane 1000eaeIoBaina PeROMCI0BAID;

1. Iepeuynag AHardocTHra METOXOHAPHANsHEK 3a0onesanni. BriovasT yacTiie syTauus MTIHE; nonck
kpynbix geneunit MTJHI vactue myTausn B saepuux renax POLG, SURF1, SCO2, PDHAL
2. Touck nanGonee YacTRIX MyTaumii B rene CSTB.

3. NMowxex MyTaunit B rese CSTR.

4. Touer myTaumit 8 rene KCTDT,

5. Tlonnwit ananua rena EPM2A,

6, Tlomuwrit ananus rena NHLRCL.

7. Onpeneneine aHOMANLHOMO METHIHPOBAHHA KPUTHYECKOrD paiona xpomocomst 15g11.2.

8. Onpenenenne mytaunii B rene MeCP2 MeTonoM NpaMoro cexsenHpoBannA,

9. Onpeaenenne NPOTAKEHHBIX Aenennii » rene MeCP2 y nesovek ¢ cinapomom Petra.

10. Towex myTannit 8 rene CDKLS metomoM cexsennporanna JHK,

11. Mowex mytaunii 8 rene FOXG1 metonom cexnennporarna JIHK,

12. Tlonnoe cekpeHMpOBAHRE 3K30MA ¢ aHamsom 22000 renos. T0 HCC/ELOBANME e BHMONHAETCA B paMEax
GrommeTHOTO (HHANCHPORAHMN,
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Bpau renetik w Muwnua Mpitia Anlekceesra



