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[MIuzodpenusa - nmomurenHoe mojuMopdHOe 3ab0/IeBaHie, OJHO3HAYHAS MPUUNHA KOTOPO-
ro e onpejesenal2|. B passurun ganHOro 3abo/ieBaHus yUaCTBYIOT KakK COIUAJbHBIE, TaK W
reHeTudeckre hakTopbl. V3-3a KIMHUYECKON W ITHOJOTMYECKON T'eTePOreHHOCTH TapreTHOe
Jiedenne mu30ogppeHnn Ha JaHHbli MomeHT orcyTerByer|4]. Onako npubausures K pazpaboTke
[IEPCOHAIM3UPOBAHHON Tepaluu JAHHOTO 3a00/I€BaHUS MOTYT ITO3BOJIUTH METO/IbI IICUXOT€HETH-
KI.

B marmeit pabore mbr uccieayem Bausiane de novo myrtamun B reHe SLC6A1 ma marore-
ues mu3odpernn. SLC6A1 kKopupyer 0OpaTHbBI TpaHCIIOPTEP rAMMa-aMIHOMACITHON KUCIOTHI
(TAMK) - 6eox GAT-1[4]. Hapymenusi B pabore TAMK-eprudeckoii pery/isimu xapakTepHbl
B [IATOreHe3e MM30PEHNH ¢ IIPeodIaIaronieil KOPHUTHBHON CHMITOMATHKOI([2, 3.

[lenernueckast apxuTekTypa Mn30(PEHH JOCTATOIHO CI0KHA, U IIPU OI[EHKE TeHEeTUIeCKO
IPEIPACIIONIOKEHHOCTH K PA3BUTHUIO JAHHOTO 3a00JIEBAHUS UCIIOIB3YIOTCS PA3JIMIHBIE TTOIX0-
1p1[5]. OlieHKa MOJMIeHHOrO PUCKA OCYTIECTBIISIETCS METOIOM [TOJTHONEHOMHOT'O TIOUCKA, ACCOTH-
aruii (Genome-Wide Association Studies - GWAS), 110 pesysibrataM KOTOPOrO MOXKHO BBISIBUTH
HaJIMIHe y HAIMeHTa OJHOHYKJICOTH IHBIX TTOJIMMOPMU3MOB (CHUIIOB, OT aHIJI. single nucleotide
polymorphism - SNP), xapakrepHbIx /7151 passuTust 3aboseBanusi|l|. OHI Kak TPaBUIO OTparka-
0T HACJIE/ICTBEHHYIO ITPEJIPACIIONIOKEHHOCTD. OTHAKO U3BECTHBI CJIyYal PA3BUTHS T30 PEHNN
y TAIUEeHTOB ¢ HU3KUM MOJIMIeHHBIM PUCKOM B pe3yJibTaTe MyTaluii, Bo3HUKIIIX de novo[4].

B namem pacropsizkeHnn uMerorcs pudpod/1acThl KOXKH MalueHTa, 00JIbHOTO Mu30(peHnei
(mamee mpobanma) u ero poaureseit. Pesynbrarst GWAS mokasaim orcyTcBHE MTOJTUTEHHOTO
pucka pazputus musodpenun y pojgureseit. OgHako MeToj oM cekBeHupoBanus 1o CeHnrepy y
npobana ObLIa OOHApYyzKeHa OTCYTCTBYIOMAA y poanTeseil muccenc myTtamust B reae SLC6AT,
BO3HUKIIas de novo.

[esnbio HaIIEro MCceI0BaHns ABIsAeTCA H3ydenne Biausgaus de novo myrtanun B rere SLC6A1
Ha narorenes mu3odpennn. J[jis 3Toro Mbl oIy Yu/iv UH/LY ITIPOBAHHBIE ITIOPUIIOTEHTHBIE CTBO-
sosbie Kietku (UIICK) u3 dubpobiacros npobania u ero pojuresieil, KOTopbie Ha JAHHBIH MO-
MEHT aHAJTM3UPYIOTCs CTAHIAPTHBIM HAOOPOM MeTO/OB (MOPQOIOTHIECKHil aHAIN3; TOKPACKA
CeJIEeKTUBHBIMI aHTHUTEJIaMU CIENN(MUIECKIX MapKepOB; TPOBEPKA YPOBHS SKCIIPECCHH CIIEIH-
duaeckux mapkepos UIICK meromgom IIIIP B peanbHOM BpeMenu; TecT Ha (DYyHKIIMOHAJIBHYIO
AKTUBHOCTD: CIIOCOOHOCTH JindHepeHnnpoBaThCA B TPU 3aPO/IBIIIEBIX JIUCTKA). [laiee Mbl 1w1a-
uupyem nepernporpammupoBarsh UIICK B meftpons! u ipoBecTu ux cpaBHUTEIbHBIN anamn3. Cie-
ayrormM 3TaroM Oyaer pegakrupoBanue myTtannn B reie SLC6A1 B MIICK, ux mociemyrorast
nnbdepeHImpoBKa B HEMPOHBI U CPABHUTEILHBIN aHAJIS.

Takum oOpazom, Hallle UCC/IeIOBAHIE HAIIPABJIEHO HA COBEPIIEHCTBOBAHUE MTOIXOJIOB K Tap-
TeTHOI TepaIny TOJUTEeHHBIX M T'eTEePOreHHBIX 110 CBOEMY IAaTOreHe3y ICUXUYIECKHX 3aboJie-
Banuii. Merospl in vitro jai0T BO3MOXKHOCTH U3yYaTh MEXaHU3MbI PA3BUTHUS 3a00JICBAHUS C
YUIEeTOM HUHIUBUIYAJIbHBIX pas3iunduil u 3HdeKTuBHEee TPOBOIUTH CKPUHUHI IIPEIapaToB s
EPCOHAJM3UPOBAHHON TEPAIINN.
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