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Jamensipaerit uxtnos (JIN) —peakoe ayTocoMHO-perieccuBHOe 3a60/1eBaHne KOXKH, CBsI3aH-
HOe C HapylleHueMm mporecca Keparunusanuu. [lo JaHHBIM JHTEpPATypbl, NPUOIU3UTETHLHO B
55% cayuaes JIU BoizBan myramusamu B rede TGM1, kopupyiomem hbepMeHT TpaHCrIy TaMAHA-
3y 1, Heobxomumblit /7151 hopMupoBaHust poroBoro ciost stujgepmuca |1, 2|. Pazpaborka Haex-
HBIX METOJOB MOJIEKYJISAPHOHN JMATHOCTUKH JIJIA CeMel ¢ OTATOIICHHBIM aHAMHE30M SBJIACTCH
AKTyaJIbHOM 3ajladeil MeIUITNHCKON MeHeTUKU, OCOOEHHO B KOHTEKCTE IPOBEJICHUS ITPEUMILIaH-
TAIIMOHHOIO T€HETUIECKOTO TeCTHPOBaHusi MOHOreHHbIX 3aboaesannii (III'T-M) B nporpammax
BCIIOMOTATE/IbHBIX PEIMPOJyKTUBHBIX TEXHOJIOTHIA.

Hesbio uccsenoBanus sBJisjiach pa3paboTKa 1 BAJIUIAINS TECT-CUCTEMbI JIJIs JCTEKITUU Ha-
ceioBaHus MaTOreHHbIX BapuaHTOB B rene TGMI, BbIsiBJIeHHBIX B KOHKPeTHOI cembe ¢ JIU.

OOBEeKTOM HCCIeIOBAHNS sABJIIach ceMbs ¢ pebeHkoM ¢ BpoxkaeHHbIM JIV. Tlo pesynbra-
TaM TIOJTHO3K30MHOI'O CEKBEHHPOBaHUS y MPOOAH/a BBISABJIEHBI /IBA T€TEPO3UTOTHBIX BapUaHTA
B rene TGM1: panee onucanubiii narorennsiii Bapuant ¢.1135G>C (p.Val379Leu) u panee He
onmcaHHbIil BeposiTHO maTorenusiii Bapuant c.352del (p.Leull8Ter). dnsa namuoii cembu ObLta
pa3paboTrana KOMOMHUpOBaHHAsA cucTeMa npamoit u kocsennoit /IHK-marnocruku g mocie-
naytortero npumenenns B [T1I'T-M.

s npsvoit mereknnn BapuanTta ¢.1135G>C 6wt paspaboran merosn [TIIP-ITJIP®. s
KOCBEHHO! JIMarHOCTUKU (TaIJIOTUIMPOBaHKsi) 0OOMX BApUAHTOB Obliia paspaboTaHa MaHeb U3
12 STR-mapkepos.

Basmmanus Tecr-cucrembl ObLia Beinosinena Ha oopasmnax JIHK wienos cembu. [TIIP-TT/ 1P ®-
aHaJ M3 MOITBEP/ I HaJimane Marepuackoro BapuanTta ¢.1135G>C y npobanga. parmeHTHBIH
anajm3 12 STR-710KycoB 103BO/IMIT yCTAHOBUTH TaIlJIOTUIIBI, CIECIIJICHHBIE ¢ TATOICHHBIMU BapH-
aHTaM# B ceMmbe. PaszpaboranHasi TecT-cucreMa ObLaa ucosb3opada st [II'T-M rpex smOpu-
OHOB. YcTaHOBJIEHO, YTO 3MOpuon Nel ynaciie/oBa 06a MaTOreHHBIX BapUaHTa U He PEKOMEH-
JIOBaH K IepeHocy; SMOpuoH N2 gBjsieTcss HOCHTe/IeM MaTepuHCKoro Bapuanta ¢.1135G>C; a
smOpuon N°3 — HocuTeieM OTIIOBCKOTO BapuanTa c.352del; oba smMOprona MOTyT OBITH PEKOMEH-
JIOBaHBI JIJTsT TtepeHoca. Y aMmOpuona N2 BbIsiB/IeHa peKOMOMHAIMS MeXK Ty JioKycom D14S3502
u redoM TGM1, 910 ObLIO yITEHO IPU UHTEPIIPETAIIMHA PE3YJILTATOB TaIllJIOTUPOBAHUSI.

Takum obpazom, paszpaboTaHHas KOMOMHUPOBAHHAS TECT-CUCTEMa, BKJIIOYAIONIAS METOJIbI
HPSIMOI ¥ KOCBEHHOM JleTeKIInu maToreHHbix BapuanToB rena TGM1, npogemonTpupoBasia a¢g-
dexTuBHOCTDb pu 1poeiennu [I1T-M. [IpetoxkeHHbI 110/1X01 MOXKET OBIThH UCIIOJIb30BAH IIPU
MeJINKO-TeHEeTHIeCKOM KOHCYJIbTHpOBaHUN cemeil ¢ myrtamusamu B rede TGM1 u crocobeTByer
MOBBIIIEHNIO TOYHOCTU MOJIEKYIAPHON MMArHOCTUKH HACIEICTBEHHOTO JIAMEJUIAPHOIO NXTHO3A.



Kongepernuusa «/lomonocos-2026»

Ucrounuku u jimreparypa

1) Almazroea A., [jaz A., Aziz A. et al. Identification and In Silico Analysis of a Homozygous
Nonsense Variant in TGM1 Gene Segregating with Congenital Ichthyosis in a Consanguineous
Family // Medicina (Kaunas). 2023. Vol. 59, Ne 1. P. 103.

2) Sercia L., Romano O., Marini G. et al. A cellular disease model toward gene therapy of
TGM1-dependent lamellar ichthyosis // Molecular Therapy. Methods & Clinical Development.
2024. Vol. 32. P. 101311.



