U

TOMCKU HALIMIOHATbHBIV
NCCNEOOBATEJIbCKUA

MEOVULVHCKNIA LEHTP
POCCUNCKOWN AKAOEMINN HAYK

O pa6oTte u Bo3moxkHocTaAXx HUN meanumHcKkon reHeTukn Tomckoro HUML

B chepe MeAMLMHCKOU NOMOLLM 60/1bHbIM C peIKUMU 3a60/1€BaHUAMM:
TPaHCNALMOHHAA MeAMLMHA B reHeTUKe opdaHHbIX 601e3HeH

anpektop Tomckoro HUMLU,
akagemunk PAH B.A. CtenaHosB

TomcK 2024



mecTo no KBIP
Mo HAMpP. «MegULUHCKUE HAYKU»

no b1 PUHL| cpeau Bcex opranusauuin PP (2246)
3a 2017-2021 rr. (31.03.2024)

630 nyénukaumm "

477 POCCUNCKNX P s g
1 53 3ApYy6EXHbIX 7 -

¥
64 paspa/ﬁomm m

YIT3:6 YITA4L-6:38
’ TOMCKUIA HAML],
YIT7-8:14' YIT9:6 .

>150 000

NAauneHToOB B rof

3asaBok cpeau HUA

2 3

MeCTO Mo KoJNIM4yeCcTBy NOACHHbIX

no gaHHbiM POCTIATEHT B 2022r.

mecTto no BMI1 Il
cpeau Megopradusauumn PO

no AaHHbIM AHanuTudeckoro LeHTpa Vademecum B 2022r.

(&) ey
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2693 393

COTPYyAHUKOB Hay4HbIX
COTPYAHUKOB KIANHUKaX
165 153
e Ee obyyatowmxcs
N
\
- \
:gz::oosme}lbcmx s M TMHECTRR
A \ KIUHUK
MHCTUTYTOB '

Muccus
nepepnosas 6MoMeanLUHA BO UMS 30,0POBbS
nXXNM3HN YenoBpekd

KpynHenwunin B Poccun MeguUMHCKUIN aKkageMu4yeckum
LEeHTP, 06begnHSAIOWMIA MEXAUCLUMIIMHAPHbIE
KOMMeTeHUUn U MHGPACTPYKTYPY aKAgEMUYECKUX
MHCTUTYTOB, 3AHUMAIOLLMUXCH NPO61EMAMM OCHOBHbIX
COLI,VIG.HbHO-3HG‘-IVIM?lX 30601EeBAHU



(Aarta nocnegHero ob6HoBneHWs no PMHL, 31.03.2024) HaykomeTpuyecKkue rnokasaTesim el.l BRARY.R“

CpaBHeHMe nokasaTtenen KbIMP Bcex opranusauun PO (2254) CpaBHeHMe nokasaTtenen KbIMP Bcex opranusauumn PO

302019-2029 rr. {31.03.2024) Mo Hanpae/IeHMI0 «MeAULMHCKME HaYKMH»
3a 2019-2023 rr. (31.03.2024)

N2 HazeaHWe OpraHUizalumu MNokazaTenb NO HazBaHWe OpraHHzauu1 MoKazaTeno
1. MOCKOBCKMIA rocy1apCTBEHHBIA YHUBEPCUTET WM. M.B. 21586,57 _ 1. MepBbiit MOCKOBCKMIA rOCYIAPCTBEHHBIA MEAULIMHCKMIA 1065 77 _
TNomorocoea (Mocksa) yHuBepcuTeT uM. W.M. Ceuenosa (Mocksa) ;
2. ®uHaHCOBHIA yHWBEpCcUTET npu MNpasuTenscree PO (Mockea) 8292,49 - 2. PoCCHIACKMIA HAUMOHANBHBIIA MCCNenoBaTENbEKMA MEaULMHCKMI 71,68
g 5 % 5 yHuBepcnTeT uM. H.W. Muporoea (Mocksa) ’
3. %:I—:_:; gly;';:jpﬁyprcxnu roCyAapCTBEHHbLIN YHUBEpCHTET (CaHKT 8109,2 - . ) ) )
ALWMOHANBHBIA MEAWLIMHCKWIA MCCNEN0BATENBCKUIA LIBHTD 958,54 _
4. Poccuiickan axkafeMMs HApOLHOro X03AWCTEA W rocyfapCTEEHHON PEMORCrOMNS {Moexr)
. cnyxbel npu Ill(sgamemep% (Mockea) v RS - 4. HauWoHanbHBIM MeLULWHCKMIA MCCNIEn0BaTENBCKWIA LUEHTP Tepaniu _
5. Poccriickumil yHueepcuTeT apyxbel Hapogos kM. I, NlyMyMBel | PSEURRRIEIE R M el (o] -
'(Mocma) P : e B = 5. Poccuiickuit py#Gi M. Flymym6i S—
6. HauwoHanbHbIM MCCnenoBaTeNLCKMIA YHUBEpPCUTET "Boicluan | (;(;CCI:::;T“ e e Rt
. mKI;na SKOHOMMKK" (i‘!gocxsa) ! i SHELs . 6. HauwoHanbHLIN MEQUUMHCKMIA MCCNEA0BATENECKUIA LEHTD
7. ¥Ypanbckuii dhenepanbHbii YHMBEPCUTET WM. Nepeoro lNpeswgeHTa 3796.08 . g;pﬁ;ﬂ?c:;cmumon Auppmmnses BE bowiness b e 630,93 (NG
Poccum B.H. EnbumHa (ExkarepuHbypr) 2
. = = - 7. MoCKOBCKMIA rocyaapCTBEHHBIA YHUBEPCUTET MM. M.B.
8. r:ﬁ:g;:;:ib?rzﬂinuﬁamnbcmm TomcKuiA rocyapCTBEHHbIN 202711 . ToMoHocosa (Mocksa) 593,42 _
. . 8. ®egepanbHbli MCCNEnOBATENLCKMIA LEHTP MHCTUTYT UMTOMOTMK W
TR G B e e 275745 () renerku CO PAH (Hosoc6upcic) 5857+ .
9. TOMCKWIA HALMOHAMNbHbIA MCCNEN0BATENbCKMIA MEAWLIMHCKWIA LIEHTD
10. WHcTwTyT KaTanmsa um. K. bopeckosa CO PAH (Hosocnbupck) — 2693,02 . PAH (Tomcx) 554,56 - 9 e
7 P P MecCTO
11. KasaHckwii (TpuBomkckuit) denepanshbiii yHusepautet (Kazann) 24788 [} 10. HaumoHanbHbIi MeAUUMHCKVIA uccnenoBaTenbekmii LeHTp M. BA. o, o0 o
12. Pocchifickuit rocy1apcTBEHHBIN NYMaHUTAPHBIA YHUBEDCUTET 236073 [} Anmasosa (CarkT-[letepbypr) ' KBIMP = 554.56
(Mocxsa) ' 11. BaWKWpCKWIA roCyAapCTBEHHBIA MEAWMUMHCKMIA yHuBepauTeT (Vgha) 520,69 -
13: P:chumcmn IKOHOMUYECKWIA YHUBEpCUTeT UM, [.B. MnexaHoea 2289,98 . 12, HauvoHanbHbIi MEAMUMHCKVI HCCIR0BATENbCKIN LeHTP
(Mocxsa) AKYWepCcTBa, MTMHEeKON0rMK M NepuHaTonorum M. akag. B.M. 508,88 -
96. TOMCKMIA HALMOHANEHBINM MCCNenoBaTENLCKMIA MeqULIMHCKMIA 732,56 | Kynakosa (Mocksa)
ueHTp PAH (Tomax) : 13. POCCMACKMIA YHUBEPCHMTET MeguUWHB (Mockea) 490,21 -

9 6 MecTo/2247
KBMNP = 732.53



TOM20 MEAOPTAHMU3ALMIA MO OBBEMAM BMI-11 B 2022 rofy

10

11

12

MEAOPrAHU3ALUMA

HMALU vm. B.A. AnmasoBa
HMUL M. akagemmka E.H. MewankuHa

HUN KpaeBaa KAnHMYeCKasa 60/1bHULA
Ne1 mm. C.B. Oyanosckoro

HML, Helpoxupyprmm
M. aKagemunka H.H. bypaeHko

HMMLL cepaeyHo-cocyamcTom Xmpyprim
uM. A.H. bakynesa

HMWLU oHKkonorum um. H.H. bnoxuHa
HMWUL, pagmonormm

HMML 310poBbsa aeTen

Tomckmm HUML,

HMUL TpaBmaTonorum u optonegmm
uM. P.P. BpeaeHa

PoccuiMcKMIM HaUMOHabHbIM
uccaeaoBaTeNbCKkMM MeAULMHCKMUA
yHuBepcuteT uM. H.U. Minparosa

HMMUL «MeoTpacsieBoi Hay4Ho-
TEXHUYECKUIN KOMMIEKC
«MMKpOXMpyprusa rnasa»

M. akagemmka C.®. GegopoBa

PEF'MOH

CaHKT-leTepbypr

KBOTbI

9 421

HoBocnbupckada obnacte 8 192

KpacHogapckui Kpaw

MockBa

MockBa

MockBa
Kanyxckasa obnactb
MockBa
ToMcK

CaHKT-leTepbypr

MockBa

MockBa

13 319

6 022

5985

5696

7717

9710

4 940

7 390

6 276

7779

CTOUMOCTb
MJTH PYBNEN

4050
3814

3578

2534

2 437

2 323

2 208

2016

1942

1799

1724

1124

KAMHMKM

HaunoHanbHble megULUHCKHE
uccneposatenbckue ueHTpbl (HMULL)
(BMN-II, 2022)

(no gaHHbIM AHanMTU4YecKoro LeHTpa Vademecum)

U

TOMCKMI HALWVIOHATIbHBI
I/ICCHE}:I,OBATEJJbCKVII/I
MEOVULUMHCKUWN LEHTP
POCCUNCKOWN AKALEMUU HAYK



OTKpbITUE OoTAeNa
MOCKOBCKOIro MHCTUTYTa
MeAULMHCKON reHeTUKH
B ToMcKe

@ -G

oTkpbiTe HUMMI /
OTKPbITUE KOHCY/IbTaTUBHO-
NOJIMKNNHHUYECKOTO
oTAeneHusa

987
980

989
993

Banepun
MaBnoBny
My3bipéB
akaaemuk PAH
Hay4HbIU

pyKoBoauTeNb
Tomckoro HUMLL

OTKPbITUE K/IMHUKU

Ha 50 Koek

NUctopua HUN mepamnumHckon reHetnku Tomckoro HUML, PAH

JlrogmMunna
[MaBN1OBHA
HasapeHko

HeoHaTa/ibHbIM CKPUHUHT

Ha 5 6one3HeMn

HeMHBa3WBHaA AMArHOCTUKA
(Y31 nnoga), CKpUHUHI
HoBOpOXAeHHbIX (PKY)

BHeApeHWe MHBA3UBHOM
AMArHOCTUKK (6Moncus
XOPUOHA)

AHK-anarHoctuka
Hac/le4CTBEHHbIX 6ONIe3HEN
(MHoaucTpoduma JroweHHa)

ctatyc ®egepanbHopo
ueHTpa M3 PO no
MeAULIMHCKOM reHeThKe /
Ha4a/io MaccoBOM
npeHaTtabHOM AMArHOCTMKM

1996

1999
2002
2004

BHEZPEH/Ee METO/0B
MOJIEKYIAPHOM LIMTOr€HETMKM
B AMArHOCTMKY XPOMOCOMHbIX
60/1e3HeMn

Bnepsble npoBeaeHa
BHYTPUYTPOGHas KOppeKuma
BPOXKAEHHOM NaTosiormnm y
nnoaa

JIMarHoCTUKa XPOMOCOMHbIX
60/1€3HEN METOLOM
CPaBHUTE/IbHOM FEHOMHOM
rnopmamsauum (CGH)

BXOXAEHWE B
cuctemy BMI

2012

2013
201

dmHaHcupoaHue MNMMCIT no
MEAMLMHCKON reHETUKM
(PAHO, MOH). U3MeHeHHe
Ha3BaHMA Ha MeauKo-
reHeTUYECKUMN LeHTp

HaYao CKPUHMHra
6epeMeHHbIX | TpMecTpa

npe- 1 nocTHatasabHas
[MArHOCTUKA MUMKPOAENELMOHHBIX
M MUKPOAYN/IMKALMOHHbIX
CMHAPOMOB METOAO0M BHepeH
METOA MaTpMyHOM
CPaBHMTEJIbHOM FEHOMHOM
rmépuausaumm (array -CGH)

npenMnaaHTaLMoHHasa AMarHOCTUKA
XPOMOCOMHbIX 6051e3HEN /
BxoxaeHue B cuctemy OMC

HUMN MeaUUMHCKOM FreHETUKM BOLLEN
B coctaB Tomckoro HAML,

Bagnm
AHATOIbeBUY
CtenaHoB

akageMuk PAH
OVpEeKTop
Tomckoro HUML,

PaclumpeHHbIN
HeoHaTa/IbHbIM
CKPMHMHI Ha 36
3a6o0/1eBaHUMH

NGS B gnarHocTmke
Hac/NeACTBEHHbIX 60/1€3HEN

NpeUMNIaHTaLMOHHasA
JMarHoCTMKa MOHOM€HHbIX
601e3HeN

202

BPK (bropecypcHas
KOMJIEKUMA NaLUMEHTOB C

OpraHHbIMM 3a60/1€BaHUAMM)



Lﬂ_u [@HOMHbIe, KNleTOYHble U MYJIbTUOMMUKCHbIE uccnegosaHma Tomckoro HUML,

TOMCKMM HML nonyﬂﬂUMOHHaﬂ n 3BOJIOLUUNOHHAA lﬁﬁ.ﬁ:e
reHOMMKa: MoJIHOreHOMHbIM aHa/IM3 |

‘N, 100K reHo(OoHZ10B POCCUMCKMX MONyAAUMM U
MOJIEKYIIPHas 3NMAEMMON0rMA opcaHHbIX
ﬁ’ﬁéi}t‘.ﬁ.ﬂ
oo
LUnToreHoMMKa:

MOJIHOr€HOMHbIN aHa/M3 M MOUCK
HOBbIX XPOMOCOMHbIX BApM1aHTOB,
aCCOLMMPOBAHHbBIX C HAPYLLUEHUSMM
MHTENNEKTYA/IbHOrO pa3BUTUA U
naTosiorMen amMbpuroreHesa

W GENOMICS

HacneACTBEHHbIX M OHKOJIOrMYECKMX
60/s1e3Hen

TpaHCKpUNTOMMKA U SNUreHOMMKa:
3THocneundHnYHble

M OHTOrEHETUYECKME MapKepbl
BapuabeNbHOCTU aKTUBHOCTM FEHOB
B MaTOreHese coumasibHO-3HAYUMbIX
60/1e3HEN (AaTEPOCKNEPO3,
Npe3KNamncums, HeBblHALLMBAHUE
6epeMeHHOCTH, Wn30dpeHUA) 1
OMyX0NEBOMN NPOrpeccum

Molecular
Psychiatry

e Molegalae Neurabinlogy
' e KneTouHble MOAe/IM XPOMOCOMHBIX _... i - |
L medical genetics 1 3

n opcdaHHbIX 3a60/1€BaHUM: - e
pacwmdpoBKa KIE€TOYHbIX U MOJIEKYTAPHbIX CELE ﬁ ] o
OCHOB MaToreHesa Hac/aeACTBEHHbIX 601e3HEN

391 rewos (87,9%) 54 remos (12,1%)
loga(Fold Change CAB-BFA)




BeKTOpbl B3aMMOA,eMCTBUA HAYUYHbIX U KJIMHNYeCKuX nogapasgeneinn HUMMIT Tomckoro HUML,

K, 5PK

o MonynAauMOHHOM FreHeTHKH | - KoHcynbTaTMBHO-AMArHOCTUYECKOE
e LlnToreHeTUKH oTAe/ieHue
* JBOJIOLLMOHHOMN reHEeTUKMH o KnnHuKo-pgMarHoctuyeckaa nabopatopums
» HacnhepcTBeHHOM naTosiormMm . « OTaeneHue HacnenCTBEHHbIX 601€3HEN
o FeHOMMKN opaHHbIX 60N1€3HEN — e ¢ OTAeneHue npeHaTasbHOM AMArHOCTUKM
e OHTOreHeTUKH M aHTeHaTa/IbHOM OXpaHbl NJoja
* UHCTpyMeHTa/IbHOM reHomMK pynna npeMMniaaHTayMOHHOro
* FeHOMHOM MaEeHTUDUKaLMK . T@HeTUYEeCKOoro TeCTMpoBaHuA

m i PaclumMpeHHbIM HeoOHaTa/IbHbIM CKPUHUHT
=

- = LA 1
_rf s =l Q =
T el L= g p — — | TR TR ST T
(" MaumeHT KJAMHUKM - N ( YHMKa/bHaA ) 4 Pa3zpa6oTKa HOBbIX N 4 Anpo6auusa u )
0O6BEKT KoNneKums TeXHOJI0rMu BHegpeHue
dyHAaMEHTa/IbHOro UIN OGUONIOrUYECKUX ANArHOCTUKMU COBPEMEHHbIX U
NPUKIaAHOMo Hay4YHOro obpasLoB C onucaHUeM HaC/I€ACTBEHHbIX pa3paboTaHHbIX B
nccneaoBaHMA deHoTHNa (B TOM umncsie opdaHHbIX) HUMMIT MoneKynsipHbIx
3a60/1€BaHUM \ MeTOA0B AMArHOCTMKM B
TpaHCAAUMOHHAA MeaAMLMHA ) AEATENIbHOCTb K/IMHUKM
I I I
J< dyHAaMeHTaNbHaa MeauumHa
A\ 4

g J

. 4




MEOULNHCKOMN
FEHETUKMU

‘% o CtpykTypa HUMN meanumnHckon reHeTukn Tomckoro HUML],
NI

MonynAUMOHHOM reHeTUKH KoHcynbTaTMBHO-AWArHoCTUYECKOE
LnToreHeTnKH oTaesieHue

3BOIIOLMOHHOMN reHEeTUKMU KnuHuko-gmarHoctuyeckasa nabopatopus
HacnepctBeHHOM naTtosormm OTaeneHue HacnenCTBEHHbIX 60/1e3HEN
FeHOoMMKM opdaHHbIX 60ne3Hen OTaeneHue npeHaTasbHOM AMArHOCTUKMU
OHTOreHeTUKH M aHTeHaTaJIbHOM OXpaHbl Nsoja
UHCTPYMEHTaNIbHOM FreHOMMKM [pynna npeMMniaHTaLMOHHOro
FeHOMHOM MaeHTUhUKaLMUM reHeTMYeCKoro TeCTUpoBaHUA

PaclumMpeHHbIM HeOHaTalbHbIM CKPUHUHI

KonnuecteeHHble nokasaTesiM MHCTUTYTa KonnyecTtBeHHble nokasaTtenu KAnHukM (2023 r.)
146 COTPYAHMK 43 crateu 3a 2024 r 649 nposneyeHHbIX 60/IbHbIX B CTaLMOHape
48 HC 27 MY 25 Bpaueit " (Ha 1.11.2024) 22 687 ambynatopHbIX noceleHmH

6 105 paHHUM NpeHaTaNbHbIM CKPUHUHI
= noKTOpa 2 >1 5 Hay4HbIX TeMm 3a 2024 r 130 386/70 paclumpeHHbIM HEOHATa/IbHbIM CKPUHUHT /
7 HayK akapemuka PAH >1 0 rPaHTOB U JOroBOpPOB noATBepXAeHbl AMAarHo3bl
P 1 npocgeccop PAH (Ha 1.11.2024) 1 470 cenekTMBHbIM BUOXUMMYECKMIM CKPUHWUHT
23:2;5“.0.“03 1 3acysKeHHbI 2 328 uutoreHeTMyeckue nccaefoBaHMsA

Bpay PO 5 611 MonekynsapHo-reHeTMUYECKME UCCe0BaHMA



PaboTa B anbsiHce ¢ Hay4YHbIMU nogpa3pesieHNaMn no3BoJsideT
BHeApPATb COBpeMeHHble MeTOoAbl ANAarHOCTUKUN B NMPaAKTUKY

[MporHo3 NOTOMCTBa;
MeNKO-TeHeTNYEeCKOe KOHCYNbTUPOBaHUE;
AOMNONHUTENbHbIE METOAbI MCCNEeA0BAHUS

HanpaBneHusa paboTbl

A TK n MeTOAMYECKNU apEeHan

MnaHnpoBaHne 6epeMeHHOCTH;
MpeKoHLUEenUnoHHas NpodunakTMKa

MonekynspHas umtoreHetuka (aCGH) n
MNpenMnnaHTaunoHHas AMarHoCTMKa MoOsieKynsipHasl reHeTuka (CeKBeHMpoBaHue,
NGS)

Buoxmmmyeckune n Y3M-mMapkepbl, UHBa3nBHas
AVArHOCTUKa, LMTOreHeTuKa
(kapnoTUNMpOBaHNE), MONEKYNSPHAs

MpeHaTanbHbIA CKPUHUHE
MpeHaTanbHas AMarHoCTUKa

3aboneBaHui
. untoreHeTuka (aCGH, FISH), MonekynspHo- o

XpOMOCOMHle @HOMAINUN, MOHOTEHHBIX  rapeTiueckoe TECTUPOBaHME ]
3abonesanuy (cekBeHupoBaHve, NGS) L]

v (v} !
HeoHaTanbHbIN CKPUHUHF BMOXMMUYECKMN CKPUHWUHT U 3
(5 HacneacTBeHHbIX 3aboneBaHun) noAaTBepXaaroLlasa AMarHoCTuKa .
PaclUMpeHHbIA HEOHATasbHbIN CKPUHUHI  TaHAeMHast Macc-cnekTpoMeTpus u MLP
Ha 36 3aboneBaHui B peXuMe peasibHOro BpeMeHu
CeneKkTUBHbIA CKPUHWUHI
HacneaCTBEHHbIX 3aboneBaHui; Buoxummnueckune nccnegosaHms; Macc-
[AnarHoctTnka XpoMOCOMHbIX CNEKTPOMETPUS, KapnuoTUNUPOBaHUE,
HapyLIeHWI; MONEKYNAPHO-reHETUYECKOE TECTUPOBaHME
[narHocTmka HacneacTBEHHOM (cekBeHupoBaHne, NGS)
natonorum
[pOrHo3 NoABEPXXEHHOCTW LLUMPOKO MonekynsapHO-reHeTu4ecKkoe TecTupoBaHue
pacnpoCcTpaHeHHbIM 3ab0/1eBaHNSAM (MnKpoumnbl, cekBeHnposaHue, NGS),

N UX KIIMHUYECKOIro Te4EeHnA bruoxmmmyeckoe obcnegosaHue u ap.



N

TOMCKUI HUMLY,
HUU

meomumnckoin - Op¢paHHble 60J1@3HM
FEHETUKU

AnarHocTumka: MaToreHeTnyecKasa B T.u.
TapreTtHas Tepanus
+ YacTble myTaumm Hac/1ieCTBEHbIX
3a60/1€BaHMM:
o [MaHenb reHoB Hac/1eCTBEHHbIX
3a601eBaHMIN
o CMmMnTOMaTmnyeckoe
e JK30MHOE CEeKBEeHMpOBaHUE fieqexHne
o EeHOMHOE CeKBEHMpPOBaHMe o TapreTHas
doHa «Kpyr Aobpa> naToreHeTM4yeckasa Tepanms
HacNeACTBEHHbIX
o EeHOMHOE CeKBEHMpPOBaHMe 3360/1eBaHMiA

HaunoHanbHas reHeTM4YecKas

uHuumatmsa «100 000+H»

e YyacTue B KIMHMUYECKMX
MCCNeNOoBaAHUAX HOBbIX
Wl
Uiy
I 5

k| ( o / ~
N e Q@%

b S S V4

MpodurnakTrka:

e MIK
e MnpeHaTa/ibHbIM CKPUHMHT
e HeoHaTasIbHblM CKPUHMHI

/l; ¥
e\ > & =
l'_r"'{ \' o /\{\"-. .\'__(\

o ) S
15 . \

MoaenupoBaHue:

MUWHU-TreHbl Ana
MO/I€/IMPOBAHMA aHOMa/IUM
crnjiamcuHra

HokayT, cBepxaKcnpeccus Ha
MMMOPTA/IM30BaHHbIX
KJI€TOYHbIX JIMHUAX 414
M3y4YeHUA naToreHesa
HacneACTBEHHbIX
3a6oneBaHmn (CRISPR/Cas9,
nnasMmaHas TpaHcdeKuus)

NHayunpoBaHHbIe
NJIOPUNOTEHTHbIE CTBOJIOBbIE
KNETKM ANA U3YyYeHUs
3TMONIOTMM U NaToreHesa
HacneACTBEHHbIX
3a60/1€BaHMM

Fibroblasts iPSCs Differentiated 4 Functional

cells cells
s



MepaUuKO-reHeTU4YeCKasa KOHCYNbTaLuUA

KonuuectBo aMbyniaTopHbIX NOCeLWeHni Bpaya Moka3saHua AN KOHCY/NbTaLuM Bpayva-reHeTuka

(koHCynbTUpOBaHUe)

« Bo3spacTt 6epeMeHHOM NaumeHTKM cTapiie 35 net

e OTKNOHEHUA No pe3ysibTaTamM CKPUHKUHIA 1-ro u/mnm 2-ro TpPUMECTpOB
2021 2022 2023 (OTKNIOHEHMA B CbIBOPOTOYHBIX MapKepax, Hanuume Y3-mapKepos)
N v e Hannume BIP y nnoga
€PBUYHbIM NPUEM 6099 5806 4958 « Bo3aencTBME Ha MALMEHTKY 3K30r€HHbIX TepaToreHHbIX (hakTOpOB pUCKa B
Bpaya nepuog 6epeMeHHOCTH
o « B aHamHe3se poxaeHue pebeHka c BIP / XpOMOCOMHbIMU 60N1€3HAMM /
[oBTOPHbIM Npuem 2910 3207 3201 MOHOFeHHOM naTosiormen
Bpaya « B aHamMHe3e npepbiBaHWe 6epeMeHHOCTM N0 MeAMUMHCKMM MOKa3aHUAM B
CBA3M C / XPOMOCOMHbIMM 6ONIE3HAMM / MOHOFEHHOM MATOJIOrUEMN.
BCEINO 9009 9013 8159 e Hannuue y poaCTBEHHUKOB CJ/lyYaEB BPOXKAEHHOM U (MIM) HAcCeACTBEHHOM
naTon0rmm

o Hannume B ceMbe YCTAaHOBJIEHHONO MOHOIMEHHOIO HAC/1eACTBEHHOIO
3a6001eBaHMA (NOATBEPKAEHHOrO MOJIEKYNAPHO-TEHETUYECKMM METO/IOM C
YCTaHOBJIEHHbIM HOCMTE/IbCTBOM Y CYNpPYroB) U onpeae/ieHMe BbICOKOro
p1CKa 3a60/1€BaHUA Y NJ1oAa TEKyLIEN 6epeMeHHOCTH

o Hanuuue y naumeHTKM Mam cynpyra XxpoOMOCOMHOM c6anaHCMPOBaHHOM
nepecTpomKu

o BbICOKMIM PUCK XPOMOCOMHbIX HapyLLEeHWM Y Naoaa Npy NpoBeAeHUn
HEWHBA3MBHOIO NMpeHaTa/lbHOro TecTa.

« KpoBHOpOACTBEHHbIE BPaKM

o OTAroLIEeHHbIM HAacNeCTBEHHbIM aHAMHE3 - Ha/IMYMe CXOAHOro 3a601eBaHMA
M CXOAHbIX CUMNTOMOB 3a60/1€BaHMSA Y PYTMX YJIEHOB CEMbU

o OaHOBpPEMEHHOE Nopa)KEHWEe MHOrMX OPraHoB U CUCTEM

o 0OcobeHHOCTH beHoTMMNA NaUMEHTA (<«HEOBbIYHbINM> BHELUHMI BMA)

o HeyKkN0oHHO NporpeccupyoLLmii XapakTep Te4yeHMa 3a60/1eBaHUS

o OrtcytcTBUE 3pdeKTa unm apdeKT KpaTKOBPEMEHHbBIM U HECTOMKMI OT

B biogket M [lnaTtHO CTaHAAPTHbIX METOZ0B JIeYEeHMA

100%

80%

60%

40%

20%

0%
2023 2022 2023



« [lpoBeaeHne cCKpuHMHra B nepsoM Tpumectpe (Y3U B 11-13 Hep,
onpeaeneHue CbiIBOPOTOYHbIX MapKepoB (PAPP-A 1 6eta-XI'Y) c
nocneayowmm pacieToM KOMOMHUPOBAHHOMO PUCKA XPOMOCOMHOM
MaToJIOrMK y NJI0JA M PUCKOB Pa3BUTUSA OC/IONKHEHMM BEPEMEHHOCTH)
M BO BTOPOM TpuMecTpe 6epemeHHocTH (Y31 B 19-21 Hepn)

e JKCMepTHbIM YPOBEHb YNbTPa3BYKOBbIX MCC/e40BaHUM

e Wcnonb3oBaHWe BCEX BUAOB WMHBA3MBHOM npeHaTaanoﬁ
ANarHOCTUKMH

e Mepguko-reHeTuyeckoe KOHCY/1bTUpPOBaHUe

Pe3synbtaTtbl 3a 2021 -2023 rr

O6cnenoBaHo 23 597 Ha CKpUHUHIre 6epeMeHHbIX

523

Bbiasneno BIP
y naoaa

28

PoxkaeHo getem
C XPOMOCOMHOM
naToJiormem

1424

MpoBeaeHo 3KCNEPTHbIX Y3
C uenbto Bepndukaumm BI1P

181

XpoOMOCOMHas nartosiorua
yCTaHOBJIEHa Yy naoja

459

BepemMeHHbIX B rpynne
BbICOKOIr0 pucKa

1 858

MNposeaeHo UMA

MpeHaTaNbHAA AMAarHOCTUKA HapYLIEeHUN pa3BUTUA pebeHka

PaHHMA KOMOGMHMPOBAHHbIA NMpeHaTa/IbHblA CKPUHUHT
(Bo3pacT, Y3U, B-XI'4, PAPP-A)

Hu3kuin puck
< 1:1001

CpeaHuin puck
1:101-1:1000

BblCOkuiA puck
> 1:100

P o9 B9 o

°9 ¢r we sy Be 0¥ 9

e 4y 123«

KapuoTunupoBaHue

Y31 mapkepbl (19 Hegenb)

CneKTp BbiSABJIGHHOW XPOMOCOMHOM NaTOJ/IOrnMn
Y POXXAEHHbIX AeTen

. m 2021
° m 2022
4 3 2023

2
2
0 0 O 0 0O 0

CuHgpom [layHa CuHgpom  CuHpgpom Martay [pyrue XA BCEIo

dpBappaca



MporpamMMbl AMArHOCTUKM HacNenCcTBeHHbIX 6os1e3Hen ob6MmeHa B Poccum

I lInarHoCcTukKa B AOK/IMHUYECKOU CTagum:

1) NMporpamma MaccoBoro CKpMHMHra
""8 OOO HOBOPOXAEHHbIX exXeroagHo ~ 1 30 OOO

TecTupyrTca B TOMCKOM 06/1acTH

HOBOPOKAEHHbIX €XerogHo TeCTUPYHoTCA
Cubnpckom OepepasibHOM OKpyre

3a6oneBaHue YacToTa
*  @PeHUnKeToHypus 1:7 430
« BpoXOeHHbIN rMnoTupeos 1:2 706
* BpoxaeHHasa OUCdyHKUNA KOpbl HAAMNOYEYHMKOB 1:9 541
* MykoBucungos 1:7 192
* [anakto3emus 1:19 673

2) [MporpaMma CeneKTMBHOIro CKpMHMHIra HarnpasJ/ieHa Ha BblfAB/IeHUE:

o HaprJeHl/Iﬁ OOMEeHa aMMHOKMCIOT

e HapYLUEHUN 0BMEHA aLM/IKAPHUTUHOB M KMPHbIX KUC/OT

e HapyLleHWM 0BbMeHa YrneBo/oB

e HapyLleHMM 0bMeHa Mean

e JIN30COMHbIX 60N1E€3HEN

o HapyLlEHUM OOMEHA MNUIO0B U AP



Cratuctuka no PO 2023 - 2024 (9 mecaues)

MAS, i PaCWMpeHHBIM oo
4 o6cnefo0BaHO HOBOPOXKAEHHbIX
S Jn HeoHaTa/IbHbl CKPUHUHT 2 150 000 = amropnro
>36 000 :ea™ 1 197 2andd™™ can s
- N4 275
% o
CaHkT-lleTepbypr g7 uiiQ
Mocksa (4)
PocTtoB-Ha-ZloH
Q Aony EKaTepuHOypr
Q Ypa @
KpacHogap ¢

Tomckut HUML, 2023 - 2024 (9 mecaueBs)

225 583 nocrasneo ospasuios
98,9% 223 108 cocrenssanc nosoporcaermon

4 408 ;5 118 ™ o

-MUA 15

UPKYTCK



‘§ o A OCHOBHbIe BUAbI MG,D,MLI,VIHCKOFI nomMowu
%-.1 MERLIMHEKRGN [ToKka3aTtenu paGOTbI CTalUOHapa B YC/I0OBUAX CTaLMOHapa
m2022 m2023 m2024
O6nacTb Kpait ABTOHOMHbI Pecny6amKka 700
OKpYyr 630
UpKyTCKan o0
KemepoBcKas o Araii 500 436 443
MaragaHckas AnTanckmm
. bawkopTocTaH 400
MypMaHcKas KaMuyaTckmmn EVDSTHA
Hukeropoackas KpacHoapckmit XMAO KyprM 300
HoBocnbupckas MepMcKui AHAO TEIBa 200
OMmckas MpUMOpPCKMM
Ca . Caxa (Axkytna) 100
XaJIMHCKas XabapoBCKuM XaKaCHs 12 4 5
Ceepa/ioBcKas 0 - R
BbicokoTexHOonormyHaa CneunanmsnposaHHas BMMN-OMC Bcero
TiomMeHcKas nomodps (BMM) MeANLMHCKanA
nomoupb (OMC)

Pacrlpe,qeneHme nauyMeHTOB

B Tomckasa obnactb

2023

2022

2021

0% 20%

40%

M lHoropoaHue

60% 80%

100%

Buabi BMI

Pazpen 1
BMIM-OMC

Pazpen 2
BMI

Mo/SIMKOMNOHEHTHOE NleyeHne 6one3Hn BunbcoHa, 6one3Hu lMolwe, ManbabcopbLmm
C NPUMEHEHUEM XMMMOTEPANEBTUYECKMX JIEKAPCTBEHHBIX MPEnapaTos

MoMKOMMOHEHTHOE NIeYeHMe pacCcesaHHOro CKaepo3a, onTMKoMuenuTa JleBunka, HempogereHepaTBHbIX HEPBHO-
MbILLEYHbIX 3a60/I€BaHMM, CacTUHYECKMX (DOPM AETCKOro LepebpaibHOro napaamya, MUTOXOHAPHA/bHbIX
3HUEebaNoMHMONaTHI C NPUMEHEHUEM XMMMUOTEPANEBTUYECKMX, FEHHO-UHMKEHEPHBIX GUOIOrMYECKMX
JIeKapCTBEHHbIX MpenapaToB, METOA0B 3KCTPAKOPNOpPasibHOro BO3AEMCTBMA Ha KPOBb M C MCMOJ/Ib30BaHUEM
MPUKAAAHON KMHE30Tepanmu

MoNMKOMNOHEHTHOE SIeYEHUE KMCTO3HOM0 ¢M6po3a (MyKoBMCLMA03a) C UCMOJIb30BaHUEM XMMMOTEPANEBTUYECKMX,
reHHO-UH>XeHEePHbIX BUONOrMYECKNX NNEKapCTBEHHbIX MpenapaTtoB, BK/Il0YaA reHeTM4eCcKyo gMarHOCTUKyY



HUWU mepgunumHckon reHeTnkn Tomckoro HUML, - ®epepasibHbiv LLEHTP N0 MeAULUHCKOU reHeTukKn M3 PO

3a‘u'aq|/| cuermy

Kadenpa MeaMLUMHCKON reHeTUKM

KoHCynbTMPOBaHME CNIOXKHbIX C/Ty4aEB NaTo/I0run .
LieHTp npodeccnoHanbHOM NOAroTOBKM

Bpa‘-leﬁ no cneunanbHOCTAM «IreHETUKa»
MoaTBEpXKAAOWAA UMTOrEeHETUYECKAS, BUOXMMUYECKAS W «NaBOPaTOPHas FeHETHKa»

M MOJIEKYNAAPHO-FEHETMYECKAsA AMAarHOCTMKA CI0XKHbIX
M peJIKUX CNYYaeB HaCcNeCTBEHHbIX 601E3HEN

Mnowaab - 4,36
MUIJIMOHA KM
(25,5 % ot

Anpo6aLms HOBbIX METOZ0B AMArHOCTUKM ToppuToDAN
j 2 HaceneHue — 17,12
JleyeHue n peabmamTaumsa NaumMeHToB C - winnwora en
, 4TO
Hac1e4CTBEHHbIMU U BPOXKAEHHBIMUA 3a60/1€eBaHMAMMU cocTaensiet 11,67 %
& HaceneHus Poccum.
nO,D,rOTOBI'{a M nNoBbllLeHne KBaﬂMCbMKaUMVI

cneynainmctoB MeagnKo-reHeTn4eCKnX yqpemp,eHMH, 5
MeanKo-reHeTUYECKNIA LieHTP

B TOM YMC/Ie NMyTEM OPraHm13aLmu CTaXKMPOBKM Ha MELIMKO-T EHETHUECKOI MoMOL M3 PO Ha

paboyemM MecTe TeppuTopun Cunbupu 1 [ansHero BocToka

OcyLecTBNEHUE KOHTPOJIA KayecTBa paboThl

o 21 pernoHasnibHas
MeANKO-TeHETUYECKUX YYpeXaeHUM

MEANKO-TEHETNYECKAA KOHCYJIbTalUA




TOMCKHIA HUML,

A, BsaumogeicTeue
S 4

MEOMLMHCKOMN

TEHETHIS C permoHamMu :

K
ananHrpanggf 2/2 YX

MckoBckasa 7

061 ApxaHrenbgkas

Teepckas 06

BpsiHckas 061. 3 ;
KanycKa m’

MockoBcka
961.

6/1

MarapaHckas
061.

3/4

Pecny6snka

Kynckas o6n. o -
Y KamuaTtckuii kpan

80/7

Pecny6auka Caxa (AKyTus)

3 5 JluneyKaso§
anopoXckan 061, _ goooemckanss

Pecn. Kpbim 1 Q

4 :

KpacHoaapckui
Kpam 1 2/ U

CraBponosibckuii kKpanQ
Pecn. Ka6apgunHo-bankapus 1 ‘
Pecn. CeBepHas-OceTtus 1 "t

2 * Pecn. YensabuHckas
Pecn. UHryweTtus KanMbikna 061,

45/24

Amano-
HeHeukui AO

152/9

KpacHosipckui
Kpam

CBepa/ioBcKas
3 1 o6n.

CaxanmHcKas o6n.

YeyeHckas Pecn.

3/1

3

(o]
Pecn. flarectaH M(:;Iﬂ 3 7/ 3 AMmypckas 061. Xa6apoBCKMM
: UpKyTcKas Kpaii
o6n.
AnTanckun

Kpan

Pecn.
TbiBa

Tomckuit HUML, 2023-2024 (10 mecsueB)

2774 - o6cnepoBaHoO NauUMeHToB
226 - TMK

Kpan

261/

MpuMopcKuin
Kpan



MonekynfpHo-reHeTU4YeCcKan Yactble myTauuu:
AMArHoCTUKa : Mykosucunaos

®KY

MbiweyHaa guctpodma [ioweHHa
bonesHb BunbcoHa-KoHoBanoBa
MyKononucaxapuzo3s
HelipoceHcopHaa Tyroyxoctb 1 Ap.

2 KactomHble naHenu:

» O % o bonesHb BunbcoHa-KoHoOBanoBa

™ HecoseplueHHbIN ocTeoreHes

¥ S CuHapom yanuHeHHoro UHTepsana QT
“—= _ HacnepacreeHHble KapanommonaTum
MykoBucumMao3s
 a— CvHapom MapdaHa

' HelipodnbpomaTtos
MyKkononucaxapmgaos u gap.

Peterence Az
GEMOODE +23 Compr

T e e

COL1A1

SureSelect
WOC 1o rget Enrichment System
. Capture Process

SureSelect *

CekBeHupoBaHue
m—) 3K30Ma

- ,- CeKBeHupoBaHue
=/ =2 reHoma




MonekynapHO-reHeTU4YECKaaA AMAarHOCTUKA

International Journal of K\
Molecular Sciences M Dl:}l

Case Report

Case Report: Compound Heterozygous Variants of the MAN1B1
Gene in a Russian Patient with Rafiq Syndrome

Irina Zh. Zhalsanova *(, Ekatherina G. Ravzhaeva !, Anna E. Postrigan !, Gulnara N. Seitova !,
Daria 1. Zhigalina !, Vasilisa Yu. Udalova 2, Maryana M. Danina 2, Ilya V. Kanivets 2 and Nikolay A. Skryabin 1-*

€.1000C>T

(a)

€.1065+1G>C

(c)

International Journal of K\
Molecular Sciences MD\Py
Case Report

Case Report: A Novel Homozygous Variant of the SERPINF1
Gene in Rare Osteogenesis Imperfecta Type VI

Irina Zh. Zhalsanova ©/, Anna Evgenievna Postrigan, Nail Raushanovich Valiakhmetov,

Nikita Aleksandrovich Kolesnikov '/, Daria Ivanovna Zhigalina, Aleksei Andreevich Zarubin,
Valeria Viktorovna Petrova, Larisa Ivanovna Minaycheva, Gulnara Narimanovna Seitova,
Nikolay Alekseevich Skryabin and Vadim Anatolevich Stepanov *

1 e
L i

sempnr

n 10k >
163164 15 156 157 158 150 160 91 162 163 164 165 166 167 FrINE M TEATE \TB 180 181 12 10 104 185 196 17 108 108 180 1911
€C TCTOCMAGTGTG G CCA[C 6 ¢ € C C 6 &6 C C T €C T C GG CCCTOTOCTC




Konunuecrso
leH
3K30HOB
COL1A1 51
COL1A2 52
Bcero
COL1A1

AnuHa reHa,
n.o.

17553
36671

MonekynapHo-reHeTU4eCKana AMarHoOCTUKa HeCOBEepLUEHHOro ocTeoreHesa

AnvHa NUP-
npoAaykKTa,
n.o.

19101
38566
57667

Konuuectso
nupP-
npoAyKTOoB

2
5
7

Cpegu 13 BapMaHTOB:
. 9 pacnonoxeHbl B reHe COL1A1
. 4 -BreHe COL1A2

12 BapM1aHTOB HYKneOTMAHOﬁ nociaeaoBaTe/IbHOCTU OblIM OMMCaHbI
paHee B nTeEpaType 1 BCTpEYHAJ/IUCb Y NaUUEHTOB C pa3/IM4HbIMU

TUMNaMn HECOBEPLUEHHOIO OCTEOoreHe3a.

1 Bap1aHT BbiABJIEH BNepBbl€, OTHOCUTCA K BEPOATHO NMNAaTOr€HHbIM

T7piT.c =l L7aii.2

‘chr‘l? (421,33) (P13, 5 FO%RE 170151 17012

FETERN BEiiE el ol AMEE  ivoz  WozscEE

FEERF] 1 7024 . SEREEE 17925, 3

cale
chri7: 59, 185, onel
COLtAL

Refieq Curated

COL1AL_1

10 k|

58,199, 6ae

GEMCODE w24 Comprehens ive Transcript 38t (only Basic displaded by default)

58,195, 098]

Refieq gene predictions from HCEI

Long_t-ange_PCR

COL1A2

50,208, one

— - e

COLLAL_2 I
I

|chr7 et [0 EE B Gt LIl |

FEPF 1 oW 7ozl il B Mool GEEN M 7ol i BN BN B voss R Toss e

16 kb

chr?: 94,395, saa| a4, 4h, pas| a4, 485, #aa| 94,418, oan|

]

NG
[RGET

RefSeq Curated —=}

——— J
coLtfia_t |

Reffeq gene predictions from HCE

Long_range_FCR

coLifz_2 |

I
000 |

|

COL1A2_3
COL1A2_4
COL1A2_S
COL1A2_E

| hazs
a4, 428, 098]

GEMCODE w24 Comprehensive Transcript 22t (onld Basic displayed by defautty
-ttt e e .
F—tbt bt e

——— i ——— e

94,425, go8| a4, 438, 098]

BapMaHTaM COrJlaCHO pyKOBOZACTBY MO MHTepnpeTaumm AaHHbIX
nocnegosatenbHocTM AHK, nonyyeHHbIx ¢ nomouwbio NGS.

leH BapuaHT dbdekT OnwucaHwve B
(kQHK) niTepatype u
6a3ax AaHHbIX
COL1A1 €.2684delC p.Pro895fs, ornucaHa
COL1A1 c.2172delT p.Gly725fs ornucaHa
COL1A1 ¢.578dup p.Gly194fs onucaHa
COL1A1 c.1081C>T p.Arg361ter onucaHa
COL1A1 c.391C>T p.Argl31ter ornucaHa
COL1A1 c.4274C>T p.Thr1425Ile onucaHa
COL1A1 C.1588G>A p.Gly530Ser onucaHa
COL1A1 c.1056+1G>A splicing onucaHa
COL1A1 c.3532-2A>C splicing onucaHa
COL1A2 C.856G>A p.Gly286Ser onucaHa
COL1A2 C.434G>A p.Gly145Asp He onuncaHa
COL1A2 c.1000G>A p.Gly334Ser OonucaHa
COL1A2 C.2918G>T p.Gly973Val ornucaHa



MopenvpoBaHue Hac/eACcTBEHHbIX 60s1e3HeNn
C NOMOLLbIO TEXHOJIOTUY peAaKTUPOBAHUA FEHOMA

Mony4yeHbl OoT NnauueHToB ¢ 6. BuabcoHa-KoHoBanoBa Kneto4Hble NMHMU HepG2
C HOKayToM reHa ATP7B 1 ogHoBpeMeHHbIM HOKayToM reHos ATP7B u XIAP

¢ MyTauuu, BHECEHHbIe B 9K30H 2 reHa ATP7B: « KnetouHasa imuuna HepG2 ¢ ogHOBpeMEHHbIM
ATP7B (3K30H 2) HoKayToM ATP7B u XIAP xapaKtepusyeTcs nyudllemn

BbIXKMBAEMOCTbIO MO0 CPABHEHMIO C KJETOYHOM
nuHren HepG2 ¢ HokayTom ATP7B npu o6paboTke
Knetok 640 pM CuSO4.

o [lpu KoHueHTpaummn 1280 uM CuSO4 HabngaeTca
JyYLIasa BbIXKMBAEMOCTb MO CPaBHEHMIO KaK C
K/IETOYHOM SIMHMEN C HOKayToM ATP7B, TaK U C

1.mHCcepumnsa 338 HykneoTnaos

* MyTauuu, BHeceHHble B reHbl ATP7B n XIAP
B KSIETO4YHOW NIMHUU C OAHOBPEMEHHbIM
HOKayTOM o60ouX LerieBbIX FreHOB:

Cleavage . < >
9 ATP7B (ak30H 2) HAaTMBHOM KNETOYHOM MHMel HepG2.
1. geneuna 1 HykneoTnaa;
100 0 HepG2 2. nHcepuus 1 HykneoTuaa. « Benok XIAP MoxeT 6biTb MCNO/Ib30BaH B KayecTse
90 BATP7B ko MU1LLEHM NpU TapreTHoM Tepanum 6one3Hn
= 80 | w ATP7B ko + XIAP ko XIAP (3K30H 2) BunbcoHa-KoHoBanoBa
g 70 l *# 1. peneuna 67 HyKNeoTMaos
o
o 60 " i 2. neneuusa 1 HykneoTtuaa.
g 90 |
a I * #
s 40
S
£ 30 Stem Cell Research 47 (2020) 101922 Stem Cell Research 57 (2021) 102556
20 Contents lists available at ScienceDirect Contents lists available at ScienceDirect
L ? Stem Cell Research Stem Cell Research
0 . £ a6k
640 1280 journal homepage: www.elsevier.com/locate/scr ELSEVIER journal homepage: www.elsevier.com/locate/scr
KOHLleHTanMFl CUSO4. HM Lab Resource: Single Cell Line )
* _ ~ Generation of two induced pluripotent stem cell lines from peripheral blood | M Generation of an induced pluripotent stem cell line ICGi030-A from a B
- CTAaTUCTUYECKU 3HAYUMbIE OTI!H‘-WIH N0 CPaBHEHWIO C HATUBHOW KNETOYHOM mononuclear cells of a patient with Wilson’s disease 2z Wilson’s disease patient carrying a frameshift mutation p.Lys1013fs and
nuHuein HepG2 (p < 0,05); s s _ oo s o missense mutation p.H1069Q in the ATP7B gene
# - CTATUCTUYECKN 3HAYUMBIE OTIINYUS MO CPABHEHUIO C KNETOYHOI NMHNE N e D e
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HepG2 ¢ HokayTom ATP7B (p < 0,03). S.M. Zakian™"" A. Kolesnikov *, M.E. Lopatkina®, R.R. Savchenko”, LZh. Zhalsanova ", A.E. Postrigan’ ", A.
* Federal Research Center Institute of Cytology and Genetics, the Siberian Branch of the Russian Academy of Sciences, Novosibirsk, Russia A. Zarubin ", T.V. Nikitina °, A.O. Bueverov “, P.0. Bogomolov®, $.M. Zakian ™“, N.
“EN. Meshalkin National Medical Research Center, Ministry of Health of the Russian Federation, Novosibirsk, Russia A, Skryabin 1
© Institute of Chemical Biology and Fundamental Medicine, the Siberian Branch of the Russian Academy of Sciences, Novasibirsk, Russia
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Research institute of Medical Genetics, Tomsk National Research Medical Center, Tomsk, Russia ® Federal Research Center Instinute of Cytology and Genetics, the Siberian Branch of the Russian Academy of Sciences, Novosibirsk, Russia
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Yucno xpoMocoMHbIX aGeppaumin
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(ANOVA)

p=0,0141
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TpodrakTonepma

p = 0,0436

Cranua 6nactynauuu
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BHeknetoyHaa OHK

Crapusa 6nactynsauum

p = 0,3542

0 CpenHee 3HaveHHe
D CpegHee t CTaHgapTHan owunbka
I Cpegtee * CTaHAAPTHOE OTKNOHEHHE

+——— BHYTpHNOJI0CTHAA JKHAKOCTD

7
+—— DmbpuodaacT

10

TpodorkToaepma

Homep xpomocombi

NMpeMMNNaHTAUMOHHOE reHeTUuYeCckoe TeCTUpOBaHUe Ha aHeynJouauu

o B HUMN meanumHcKkom reHeTuKM npoBeaeHo 538 npoueayp MIT-A.

e B ocHOBHOM TecTMpoBasIMCb 3MBPMOHbI OT Nap Co

c6aslaHCMPOBaHHbIMM XPOMOCOMHbBIMU aHOMAJIMAMM, C MOHOr€HHbIMM
3ab6oneBaHnsaMHM (B Komnnekce ¢ MFT-M), ¢ npuBbIYHOM
HeBblHALLIMBAEMOCTbIO U Ap.

 poBoaAaTcs cyHAAMEHTa/IbHbIE UCCNEAOBAHUA MEXAHM3MOB

BO3HMKHOBEHUA N KOPpEeKLUMNA aHeyI'I}'IOM,DMl\/’I B paHHEM 3M6PI/IOFGH63€Z

 [loKa3aHO YMEHbLLEHWE YMC/Ia XPOMOCOMHbIX aHOMa/IMK B KJEeTKax 3MBpUOHa
M UX YBEJIMMEHME BO BPEMSA PA3BUTMUS 61TACTOLMCTbI, YTO NOAAEPKMBAET
rMnoTesy 0 CaMOKOpPpPEKLMM SMOPUOHA/ILHOrO KapMoTuna.

« BnepBble 3aperMcTpupoBaH (peHOMEH PeLMMNPOKHbIX aHEeYNIOUANM,
BO3HMKAIOLMX B pe3y/ibTaTe 0JHOKPATHOrO CO6bITUA MUTOTMYECKOIO
HepacxoXAeHus 1 npeacTaBieHHble TPUCOMMEN M MOHOCOMMEN MO OZHOM M
TOM K€ XPOMOCOME MPU CPABHUTE/IbHOM MOIEKYNSPHO-LUUTOrEHETUYECKOM
aHa/M3e pas/IMYHbIX KOMNAPTMEHTOB 61aCTOLMCTbI.

« Ha ocHoBe aHa/M3a peumnpPoKHbIX aHEYMIOUAUM M3YUYEHA YAacToTa
XPOMOCOMHbIX aHOMa/IMM, BO3HMKAKOLWMX B NOCTUMIMNIAHTALMOHHOM Nepuoae
(MUTOTHUYECKME aHOMANUN).



NMpeMMnNNaHTaLLMOHHOE reHeTUYeCckKoe TeCTUpPOBaHME MOHOIM@HHbIX 6onesHen

Ne nn 3aboneBaHue
1 CMHAPOM KOPOTKMX pebep-nonmaaktuanm
2 YacTuyHaa MOHOCOMUSA/HYANCOMMUSA
Xpomocombl X (Xg24)
3 Cunapom lypnep (MNCI)
4 Mykosucumngos
5 NlunodycymHos, Tmn 2
6 CuHapom baiinepa (cemenHbin

NPOrpPeccUpyoLLnuin BHyTPUNEYeHOYHbIN
XonecTas, Tun 2)

7 CnuHanbHaa amuoTtpodua, tmn 1

8 CuHapom XaHTepa (MTICII)

9 HecosepleHHbIN ocTeoreHes, Tun 1

10 MNporpeccupyroaa KOCTHaA reTteponsasma
11 YacTnyHaa moHocomumA

xpomocombi 1 (1g41)

pesyabTatbl °
paboThl

leH

DYNC2H1
Xq24del

IDUA
CFTR
TPP1
ABCB11

SMIN1
IDS
COL1A1
GNAS
1g41del

Ne nn

12
13
14
15
16
17
18
19
20
21

22
23

24

3aboneBaHue

MoHTouepebennapHana atakcua, Tun 7
CnuHouepebennapHaa atakcua, Tmn 1
'MnodocdaTasma

CuHgpom Kybep

CuHapom Kpy3oHa

Xopesa [eHTUHIToHa

bonesHb Nomne

CuHgpom Weapua-Axamnena

| CuHapom Yokepa-Bapbypra

BpoxkaeHHaA rmnepnaasma

KOpbl HAANOYEYHUKOB
fTMnomuennHesupytowan auctpodus, tun 7
HacneactseHHaa cnacTuyecKaa napannerua
TN 4 (6onesHb LLTptomnens)

| Cunapom Jin

leH

TOE1
ATXN1
ALPL
CEP290
FGFR2
HTT

GAA
HSPG2
POMGNT1
CYP21A2

POLR3A
SPAST

| SURF1

MpoBeaeHo 18 NOAroTOBMTE/IbHBLIX 3TanoB (MoJIHas/YacTMYHAs pa3paboTKa MM MCMO/Ib30BaHME FOTOBOM TecT-cMTembl). Bcero ¢ 2019 roaa
BbINOJIHEHO 33 NOArOTOBUTEJIbHbBIX 3Tana.
MpoeeaeH 20 MI'T-M. Mocne nepeHoca 3M6PUOHOB 6EPEMEHHOCTb HaCTynuAa B 7 Cyvasx: NATb 3aBEPLUMIUCE POXKAEHUEM 3[10POBbIX AETEN,

OJHa 6epeMeHHOCTb npepsa’iaCb Ha CpoKe 20 Hepenb, ogHa 6epeMeHHOCTb NPOJZIOHrNpyeTCA. Y YacTM nauneHToK nepeHoc 3M6pMOHOB

2021-2024 rr
(MrT-m)

OTJ1I0KEH NO pa3/IM4HbIM NMPUYMHaAM.

BapMaHT B ABYX BUAAX TKAHEM).

o B pa3paboTKe HaxoAMTCA OAMH NOArOTOBMTE/IbHbIM 3Tar.

B TpEX CEMbAX 6epeMeHHOCTb HaCTynnaa CaMOCTOATE/IbHO, MNMpoBeJeHa npeHatas/ibHaA JMarHOCTHUKa Mo pa3pa60TaHHoF1 cxeme MIT-M.
B ogHOM C/lydae nocsie noarotoBMTE/IbHOIO 3Tarna nposegeHne Mnr7-m NPpU3HaHO HEaKTyaJ/IbHbIM (B cembe He noarsepaniica NaToOreHHbIN



MrT7-M cnuHouepebennapHon atakcum (Tvn 1) B ABYX AKYTCKMX C@MbAX

Journal of Assisted Reproduction and Genetics (2024) 41:1273-1283

https://dolomg/10.1007/10815-024-03105-w \\ TOMCKWIA HUML,
GENETICS o) —" HUKM )
Check Tor | ME,D.MLI,M HCKOW

— N FEHETUKM

PGT-M for spinocerebellar ataxia type 1: development of a STR panel
and a report of two clinical cases

Egor O. Churkin? - Yulia V. Okkel® - Oksana 5. Timofeeva®* (0 . llya A. Petrov®* ([ - Gulnara N. Seitova' -

Igor N. Lebedev'® - Vadim A. Stepanov’ w
s mf | °
% % (-JL i N .

Elena V. Soloveva' [ - Maria M. Skleimova'( . Larisa |. Minaycheva' . Anna F. Garaeva' - Daria |. Zhigalina' . 7 7 /

Ja

CLA1
38,6-77 Ha 100 TbIC.
AKYTOB

'— 1-2:100 TbIC. B
MWPOBOM HaceneHWM =

e B ueHTp obpaTnnacb cemMbsa B KOTOPOM Y OAHOro U3 cynpyroB BbicTaBneH anarHo3 CLUA1. Cembe nposeaeHo MI'T CLUA1T y
TpeX 3MGPUOHOB, TOJIbKO OJMH MMEJT HOPMaJibHbIM FEHOTUM. DMBPMOH Bbl/l NEPEHECEH B NOJIOCTb MATKMU, HaCTynMaa
6epeMeHHoCTb. B aekabpe 2022 roaa poauaca 340poBbiM pebeHoK, npoBeeHo noateepxaeHue pesynbtatos MIT CLAT.

« B HacToAwWee BpeMs yKe YeTbipe cemMbM 06paTMIMCL Ana nposegeHus MIFT-M cnuHouepe6ennapHoM atakcum 1 Tuna.



CTtparternyeckuin npoekT «TapreTHas reHOMUKa»

feHoOMUKaO Ang 300POBbS U 6€30MACHOCTHU

1\©\|_

In vitro nin vivo mogenu feHodpOHA poccUACKUX Nnonynsumi

HacneacTBeHHbIX 6one3Hen

PR 1

®HWU, leHTex INVAAAS 1 Wiy

HHHLHATUBA POCHE<Tb

MHW, FTeHTex PH® | 1YIT *

- Ha6opbl pna AHK-uaeHTUPUKaummn

HoBble naéopaTtopum,
nporpaMma Coto3HOro | GORDIZ eee®s | 3 YIT

AnropuTMbl AUArHOCTUKU HAPYLUEHUI
UHTENNEKTYANbHOro pasBUTUS

nHU | 1VFT rocynapcrea
* MNaHenu pnga MoneKkynsapHoOMn
AUArHOCTUKW B OHKONOIMm
AunarHoctuka op$paHHbIX 6onesHen .
" ' Hosble DL atlas
| A\ Mo | 100000 7 L nosopatopn | somsice R omed | 11T
naéopaTtopum . SRR

SepeMeHHOGTb

3oHabl pnsa FISH-puarHocTukm
XPOMOCOMHbIX HApPYLUEHUH B
OHKONormu

3oHpbl gnsa FISH-pguarHocTuku
XPOMOCOMHbIX 60ne3Hen

MHU E 4YTT Metoa KOM6MHUPOBAHHOIO Hosble E VT
nrtT-A - naéoparopum
BIOSAN BIOSAN
NMHHU, HoBbIE 1YIT

naéoparopum



HUN MmeaMUMHCKOM reHeTUKM ToOMCKoro
HauMOHaJ/IbHOroUccef0BaTEe/IbCKOro
MeanUMHCKOoro ueHtpa PAH -

COBpeMEeHHOE Hay4YHO-K/IMHUYECKoe
noapasgefieHue uccienoBaTe/IbCKoOro LeHTpa
HaLMOHA/IbHOIO YPOBHSA, 06ecrnevYmnBaoLLee
OKa3aHMe BCero KOMIJIeKca MeauKo-
reHeTUYeCKoM MOMOLLM; pa3pabaTbiBatoLiee 1
BHEPSAIOLEE HOBbIE TEXHOIOTMU AUATHOCTUKM,
NpodUNAKTUKM, Tepanmm 1 peabuanTaumum
Hac/leJCTBEHHbIX, B TOM YMC/ie opdaHHbIX,
60/1e3HEN; OCYLLECTBAAOLEE TPAHCIALMIO HOBbIX
MeAMULIMHCKUX 3HAHUM B KJIMHMYECKYIO NPaKTUKY;
obecrneymBarolLiee BbINoJIHEHUE
byHAAMEHTa/IbHbIX M MPUKAAAHBIX HAY4YHbIX
Mccne0BaHMM; KaoveBas Todka deaepaibHOM
CMCTEMbI MEAUKO-TE€HETUYECKOM MOMOLLM.

TOMCKW HALMOHATBHBI
NCCINELOOBATEJIbCKUN

MEAULMHCKMIA LEHTP
POCCUNNCKOW AKALEMUN HAYK

Maastricht
University

HUN MeaMUMHCKOM FreHETUKM
Tomckoro HUML
yn. HabepexHas p. Ywanku, 10
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MI'y, «'eHeTMyeckada KIMHUKaA»
HUN MeauumHCKoM reHeTmkn Tomckoro HUML,
MOCKOBCKMM TpakT, 3
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