INVITRO

DHO

Mon: Hen

Bospact: 13 ner

NH3: 999999999

Hata e3atua obpazua: 13.07.2023

Hata noctynnenua obpaszua: 14.07.2023

Bpau: 16.08.2023

[arta neuatn pesynetaTa: 28.08.2023

Wccnepoeaxune PeaynbtaT | EanHMubl | PedepeHcHbie KommeHnTapuii
3Ha4YeHus

Mlen LPIN1 ™. CM.KOMM. MpoE0OMNOCE MCCNEA0BAHME HA MPEAMET BHABNEHNA
PabpoMUonMza (MUOrnoBMHYPHA).
PeayneTaT NpWNaraeTca Ha OTA2NsHoM GnaHke.

BruManke! B aneKTpOHHOM 3Kk3eMnnape BNaHKa HasBaHWe MCCNeqoBaHNA COOEPMMUT CCLINKY Ha CTPaHMLY CalTa © OMMcaHMeM WCCNeJoBaHna. Www.invitro.r
Pe3ynbTaTel MCCNEA0BAHWA HE ABNAKOTCA AWarHO30M, HeoOX0OMMa KOHCYNLTALMA CNeymra

M.I. / Noanuck Bpaya
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Onucanue

[Tanuent ®MO nporectupoBana B HezaBucumou jabopatopuun
«MHBUTPO» Ha Hanuuue MyTauuil B IeHE LPIN1, npuBoasmux K pazsutuio
OCTpOTo peruauBupyromero padaomuonmsa (tect Ne 7759LPIN).

Paonomuons:
[Ipotectuponan ren LPINL1:

® aHaJIM3 KOAMPYIOIEH NOCIEA0BATEIBHOCTH C MPUIIEKAIMMHA UHTPOHHBIMU
00J1aCTIMU METOAOM IMPSIMOTO CEKBEHUPOBaHUs N0 CeHrepy

Pabpomuosin3 (MHOrIO0MHYpPHsI) — CHHJIPOM, pa3BUBAIOIIMNCS BCJIEICTBUE
NOBPEXJECHUA  NOMNEPEYHO-NOJI0CATOM  MYCKYJIaTyphl,  4YTO  HPUBOAHMT K
BBICBOOOKIEHUIO MPOAYKTOB pacnaja MUOLMUTOB M, B pe3yJibTare, MOSBICHUIO B
CUCTEMHOM KPOBOTOKE CBOOOIHOTO MUOTJIOOMHA.

OcTpblil peruauBUpYIOMUNA pabaomMuonu3 manudectupyer B Bo3pacTe 10 7 JeT.
OCHOBHBIMH CHUMIOTOMaMU BO BpeMsi 00OCTpeHus SBIAIOTCS MHOIVIOOYIHHYpPHUS,
pe3Kkoe TOBBIIIEHHWE YPOBHS KpeaTuH(ocdokmHasbi, OOIE3HEHHOCTh M CIabOCTh
MBIIIIL, MTOTEMHEHUE MOYH, MOXKET BBISABIATLCS IOBLIIIEHHAs] YYBCTBUTEIBHOCTH
UKPOHOXKHBIX MbIII. OCHOBHOW MPUYUHON OOOCTPEHUN SBIAIOTCS OCTpHIC
pecnupaTopHble U BUPYCHBIE 3a00JICBAHNS, TAK K€ BIAMATH HA YXYJIUIEHUE MpoLecca
MOTYT CTpPECChl, TSDKENble (DU3NUECKUE Harpy3Kd, HEKOTOpbIE JIEKapCTBEHHBIE
cpencTBa M aueta. Mexay NpucTynamMu KIMHUYIECKUE MPOsBICHUS 3a00J€BaHUS HE
0OHapPyKUBAIOTCS.

Tunn  HacnemoBanusi -  ayTrocomMHO-penieccuBHbId. K pa3ButHio  ocTporo
peUUIUBUPYIONIETO padaoMuon3a mpueo/isiT mytauuu B reHe LPINI.

I'en LPIN1 pacnosiosken Ha xpomocome 2 B peruone 2p25.1, comepxut 20 SK30HOB.

PesynbTar ucciemopanvis:

JHK ®avuimsa, U.0. LPIN1
(NM_145693.4)

ex1-20
849 c.[1162C>T];[=]

B sx30ne 8 rena LPIN1 BbIsiBIeH MHOTOKpAaTHO ONTMCAHHbBINA KaK MaTOT€HHbBIN
BapuanT c.1662C>T (p.Arg388Ter) (6aza HGMD - CM085516) B reTepo3uroTHOM
coctosgHuu. Broporo myrantHoro amiens B rene LPINT y npoGanzga ne
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oOHapyskeHo. [1o COBOKYITHOCTH CBEJICHUI BBISIBICHHBIN BapUAHT HYKJICOTHIHON
NOCJIEOBATEIBHOCTH CJIEAYET PACLIEHUBATH KAK BAPUAHT C HEOIPEACIICHHOM
KJIIMHUYECKON 3HAUMMOCTBIO, U KOTOPBIN, TEM HE MEHEE, MOKET UMETh OTHOILCHNE K
(dbeHOTUNy MalKueHTa B cliydae MOTyYeHUs JOTOTHUTEIbHBIX TaHHbIX.

J17ig osrydeHus JOMOIHUTEIbHON HHPOPMAIUH 110 Pe3yabTaTaM TECTUPOBAHIS
PEKOMEHIYETCsl OYHAsi KOHCY/IbTAllMsl Bpaya-TreHETHKA.

Bpau-remeTunk /



