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MWHNCTEPCTBO HayKK 1 Bbicliero obpasosaHunsa PO
OTaeneHve MeguMUMHCKMX Hayk PAH

Cnbupckoe otaeneHne PAH

Poccuiickoe 06LWecTBO MEANLMHCKMX FEHETUKOB
BaBWJ10BCKOE 06LLECTBO rEHETMKOB M CE/IeKLMOHEPOB
JenaptameHT 3apaBooxpaHeHns Tomckon obiactum

m TOMCKII HAUMOHATTBHBIN s HUN
WUCCNEAOBATEJ/IbCKUN Y
MEOVULMHCKUIA LEEHTP ~ MEANLIMHCKOW
POCCUIICKO AKALEMUN HAYK § FTEHETUKWN

X1l Hay4YHaA KoHdepeHumSA
«FeHeTHUKa Yyesl0BEeKa U NATOJIOrUA»

nocesaLLLEHHAs 40-AeTHEMY IOBUAEID
HUN meanumHckom reHeTrkm Tomckoro HUMLL,

HOABPb 2022
TOMCK
2022




nporpaMMHblﬁ KOMUTET
YsieHbl NPOrpaMMHOro KOMUTETA:

MNy3bipés Banepuit Masnosuny, akagemuk PAH, 4.M.H., npodeccop
CrenaHoB Baanm AHaTosnbeBnY, akageMuk PAH, a.6.H., npodeccop
Kyues Ceprei MBaHoBMY, akagemMnk PAH, a.M.H., npodeccop
MxeBckana Bepa JIeoHNO0BHa, A4.M.H., npodeccop

AHKoBCKMI HMKonan Kasmmnposud, akageMuk PAH, 4.6.H., npodeccop
Jlebepnes Mropb HMKonaeswny, 4.6.H., npodeccop PAH

HasapeHko JliogMnna MNaBnoBHa, 4.M.H., npodeccop

Ha3zapeHko Mapusa CepreesHa, 4.M.H.

Kyuyep AkcaHa HukonaeBsHa, A4.6.H., npodeccop

Bacunbes CTaHnc1aB AHaToIbeBNY, 4.6.H.

CkpabuH Hukonam Anekceesuny, K.M.H.

OpraHMBaU,MOHHbIﬁ KOMUTET
Mpepcenatenb oprkoMuTeTa:

CrenaHoB Baanm AHaTosibeBuY, akagemuk PAH, a.6.H., npodeccop
YneHsbl OpPraHM3alLMOHHOro KOMUTETa:

JNlebenes Mropb Hukonaeswny, 4.6.H., npodeccop PAH
HasapeHko Jlioamuna MaBnoBHa, 4.M.H., npodeccop
Ha3apeHko Mapusa CepreeBHa, 4.M.H.

XuTpuHckasa MprHa FOpbeBHa, K.6.H.

Bacunbe CTaHNC/IaB AHATO/IbeBMY, A4.6.H.

CkpAbUH Hukonam Anekceesmy, K.M.H.

Pyako TaTbsaHa BnagMMnpoBHa, K.6.H.

KvHeBa EneHa BnagnMunposHa

®oHoBa Env3aBeTta AnekceeBHa

XuTpuHckasa EkatepmHa KOpbeBHa



TOMCKUI HAMLL

HUK
MEOULIMHCKON
FEHETUKMN

XIll HayyHas koHdepeHuns
«FeHeTUKa YeJsioBeKa U NaTosIorusa»
2022 HO9BP9 2022 TOMCK

U
<

NMpuBeTCTBEHHOE CJZIOBO

KoHdepeHuun «FeHeTUKa 4esioBeKa U MATOJIOrUA» ABJAOTCA APKUM CObblTMEM B
HAYYHOW >XM3HW MEeANUMHCKMX FeHeTUKOB PocCcum, yYeHbIX, 3aHMMAtOLWMXCA BONPpOCaMu
reHeTMKM YesoBeKa, Bpayen, KJIMHUYECKMX OPAMHATOPOB, acnMpaHToB. KoHdepeHuus
2022 roga npogosiXKUT niydwume Tpaanummn HUM mepgmumHckom reHeTukn Tomckoro HAMLL
B OpPraHM3aunyn MeponpusaTuii, o6beanHSAWMX CNeunaancToB MeguumnHckoro n 6rnono-
rmyeckoro npoduns, B pokyce npodeccroHaibHOM AeATENbHOCTM KOTOPbIX OKa3biBaeT-
CA MEeANUMHCKAA reHeTMKA. YUnTbIBaa nepesoBble 4OCTUXEHNSA MeAULMHCKON FreHeTUKM,
rny6oKyH MHTErpaLMIo ee BO MHOTVE pa3faesibl COBPEMEHHOMN KJMHUYECKON N dyHAIMEH-
Ta/lbHOW MeAMUMHbI, BOMPOCHI, MJaHMpyeMble K 06CY>XAEHMIO Ha HayyHOM dopyme,
6yayT, HECOMHEHHO, MHTEPECHbI, He TOJIbKO MEeAWMLUMHCKMM FeHeTMKaMm, HO M Bpayam
Pa3/INYHbIX CrneumnasbHoCcTer, GOpPMUPYS LIMPOKYHD NPOdECCMOHAJIbHYIO ayaUTOPUIO
cnywareniei. B nporpaMme KoHGEpeHLMN NAAHMPYIOTCA AOK/IaAbl BEAYLWMX Crneumanm-
CTOB MHCTUTYTA M [APYIrMX FeHeTMYeCKMX ydpexaeHun Poccun, Hawmx 3apybexkHbix
NnapTHepoB M Konner. Mbl UCKPEHHEe HajeeMcs, YTO rpsaayliee mMepornpusaTve CTaHeT
MEeCTOM HOBbIX BCTPEY M 3HAKOMCTB, 3 TaKXe HOBbIX MJIAHOB HAa AO/ITOBPEMEHHOE U
Nna1040TBOPHOE COTPYAHMNYECTBO.

MpeacenaTenb OPrkOMUTET],
anpekTtop Tomckoro HAML,
akagemuk PAH, a-p 6uon. Hayk,
npodeccop
B.A. CrenaHos

40 net HAN MEONLLMHCKOM
FEHETMKM TOMCKOIO HUML,



CETKA NPOrPAMMblI

09.00-10.00 PerucTpaumsa y4acTHUKOB

3an1 3an2
10.00-11.20 | OMWUKCHble TEXHONOTNN B [eHeTnKa 1 aNUreHeTMKa pa3BUTUA
MeAMLUMHCKON FreHeTrKe (cMmno3nym namaTh YneH-kopp PAH
BapaHoBa B.C. n uneHn-kopp PAH
HasapeHko C.A.)

11.20-11.30 | Kode-6penk

11.30-13.05 | OMWUKCHble TEXHONOTMN B [eHeTnKa 1 aNUreHeTMKa pa3BUTUA
MeAMLUMHCKON FreHeTrKe (cMmno3nym namaTh YneH-kopp PAH
BapaHoBa B.C. n uneHn-kopp PAH
HasapeHko C.A.)

13.05-14.00 | Obes

14.00 - 14.45 | Top>keCTBEHHOE OTKpPbITUE KOHdEepeHL KN

14.45-15.30 @ MneHapHas nekuus. Mysbipés B.M.
MCTOKM 1 COBETCKMI Neproa, NCTOpnn TOMCKOTO MHCTUTYTA
MeANLMHCKON reHeTKN

15.45-17.20 | leHeTnKa MHOrodakTOpPHbIX LinToreHeTMKa 1 XpOMOCOMHbIe
3360/1eBaHNN 601e3HM

17.20-17.35 | Kode-6penk

17.35-18.40 | leHeTnKa MHOrodaKTOPHbIX LinToreHeTMKa 1 XpOMOCOMHbIe
3360/1eBaHNN 601e3HM

18.45-19.30 = BeuepHsana nekumsa. TapabbikuH B.C.
Mo nyTb B Hayke

16.00 - 20.25 = Kpyrnbii cToN € yyacTueM pykoBoauTenen Meanko-
reHeTMYecKunx cyxe6
OKa3aHne MeANLMHCKON NOMOLLM NaLMEHTAM C Hac/IeACTBEHHbIMMU
3ab6os1ieBaHNAMM



XIll HayyHas koHdepeHuns
«lFeHeTUKa YyesioBEKa U NATOJIOrUA»
2022 HOA9BPA4 2022 TOMCK

10.00-11.20 CMMnNO3UyMbl

3an1
OMMUKCHbIe TEXHO10TUU B Me}J,MLl,VIHCKOl;I
reHeTnke

Mpepcepnartenu:
O.M.H. HazapeHko M.C. (r. ToMcK),
A.6.H. JlarapbkoBa M.A. (r. MockBa)

10.00-10.20

HasapeHko M.C. (r. Tomck)

OMMUKCHbI NOAXOA K MOJIEKYIAPHOMY
NpodUIMPOBAHMIO aTEPOCKIEPOTUYECKOM
6nawkn

10.20-10.40

YepabliHuesa H.B. (r. Tomck)
MonekynspHo-reHeThYecKune acnekTbl
JIEKapCTBEHHOW Tepanum 3/10Ka4yeCcTBeHHbIX
onyxonew

10.40-11.00

TpudoHosa E.A. (r. ToMcK)
MpesKiamncums: B34 Ha naToreHes
3360/1€BaHMA CO CTOPOHbI FEHOMWMKM
1 TPAHCKPUMNTOMMKM

11.00-11.20

CeutoBa I.H. (r. Tomck)

BonesHb ®abpu: COBpEMEHHbIN B3rnag,
Ha npobiemy

11.20 - 11.30 Kode-6penk

11.30-13.05 CumMnosnymbl

11.30-11.45

Bensesa C.A., loHyapoBa W.A. (r. Tomck)
leHeTnYeckme 1 anureHeTnyeckre GakTopsbl
KOMOP6MAHOCTV aHEBPU3MbI BOCXOAALLEN
AOPTbl M aTEPOCK/IEPO33 KOPOHAPHbIX apTepui

TOMCKUI1 HAMLL

HUK
MEOULIMHCKON
FEHETUKMN

¢

3an2

[eHeTMKa 1 aNUreHeTNKa pasBnTUA
(cumno3snym namaTh Ynex-kopp PAH
BapaHoBa B.C. n uneHn-kopp PAH
HazapeHko C.A.)

Mpepcepatenu:
0.6.H. Jlebenes N.H. (r. Tomck),
0.6.H. TnoToB A.C. (r. CaHkT-NeTepbypr)

10.00-10.20

notoB A.C. (r. CaHkT-MeTepbypr)

OTaen reHoMHon MeanumHbl UM, bapaHosa B.C.:
OT MPOLU/IOro K byayliemy

10.20-10.40

JNebepes W.H. (r. Tomck)

Mporpecc uMToreHeTYK1 3SMOPUOHAIBHOIO
Pa3BUTHA M YCEXM PENPOAYKTUBHON MeANLMHbI
(MamAaTn HaszapeHko C.A.)

10.40-10.55

MeHauHa A.A., Epumosa O.A.

(r. CankT-NeTepbypr)

Mamatn bapaHosa B.C. Oaa XpoMocomam:
OT UMTOreHeTHKM K LUTOreHOMUKe (OHManH)

10.55-11.05

MuenuHa C.H., lop6yHoBa B.H.

(r. CankT-NeTepbypr)

MaMATK Halwmnx Apy3en n Konser: Bnagucnas
CepreeBwny bapaHoB v EBreHnii Mocndosmy
LLIBapL, B CTAHOBNEHUWN MEANLNHCKOW FEHETUKN
B CaHkT-MNeTepbypre

11.05-11.20

MacneHHukoB A.B. (r. HoBocn6mpck)

Bknap bapaHoBa B.C. n HazapeHko C.A.

B OpraHm3aumio Bzaumogencrens ®enepasbHbix
LeHTPOB C PerMoHasibHbIMU MeANKO-
reHeTnyeckumu cnyxbamm

11.30-11.50
Bacunbes C.A. (r. Tomck)
SNUreHeTNKa N UMTOreHeTMKA NiaLeHTbl



11.30-13.05 Cumnosunymbol
3an1

11.45-12.00

finaes B.W., XycanHoBa P.M. (. Ya)
MccnepoBaHne reHeTUYECKNX U
anureHeTNYeCcknx GakTopoB pa3BUTUS
NepBUYHOIO OCTEOMNOPO3a Y MYXUMH M XKEHLLMH
Bonro-Ypasnbckoro permoHa

12.00-12.15

[Aasbigosa 0. 4. (r. Ya)

CBA3b MeTUAMpoBaHus OHK 1 nosiMMopdHbIX
JIOKYCOB reHOB rMnoTasnaMo-runodunsapHo-Haa-
NoOYeYHNKOBOM CUCTEMbI C GEHOTUMNYECKMMMN
BapMaLMAMUN YPOBHA AENPECCMBHOCTU (OHJIANH)

12.15-12.35

®pengnH M.B. (r. JlToHaoH, BesimkobputaHus)
FeHeTMYecKne N OMUKCHbIE NCCIeA0BaHNA
60/1€BbIX CMHAPOMOB (OH1AMH)

12.35-13.00

AynbueHko H.C. (r. HoBocnbupck)
[eHeTNYeCKN KOHTPOJIb MNOMY/IALMOHHOIO
pa3Hoo6pasua N-rnKo3naMpoBaHua 6eskos
yesioBeka (OHNarH)

13.00-13.05
Aunckycenna

13.05 - 14.00
14.00 - 14.45

O6ep,

3an2

11.50-12.05

JemeHesa B.B. (r. Tomck)

YpoBeHb METUIMPOBAHMA PETPOTPAHCMNO30HA
LINE-1 B nnaLeHTe NepBoro TpumMectpa
6epeMeHHOCTH

12.05-12.25

LLieB4yeHko A.W. (r. HoBocnbmpck)
dnuUreHeTMYecKan peryasuma MHakTMBaLuum
X-XpOMOCOMbI

12.25-12.40

®oHosa E.A. (r. ToMck)
Mogndouumpyolwmin 3bdekT MHaKTUBaLUMK
X-XpOMOCOMbI Ha nposBaeHne CNV

12.40-13.00

MowwkuH FO.M. (r. XXeHeBa, LLiBeriuapun)
Mpo6nembl IKO 1 gectabuimsauma npeHaTtasib-
HOro pa3suTnA (OHNaNH)

13.00-13.05
Aunckycenna

Top>XecTBeHHOe OTKPbITUe KOHdepeHL U

MpepcepaTenu: akagemuk PAH, a.6.H. CtenaHos B.A.
akagemuk PAH, a.m.H. My3bipés B.IM.

14.45-15.30

MneHapHaa nekuusa. Mysbipés B.I. (r. TOMcK)

MICTOKWN 1 COBETCKNI Neproa NcTopmnmn TOMCKOro MHCTUTYTa

MeaULNHCKON FeHeTHKN

15.45-17.20 CuMno3nyMbl

[eHeTMKa MHOrohakTOpHbIX 3abos1eBaHUI

Mpepcepatenu:
akagemmuk PAH My3bipés B.M. (r. Tomck),
A.M.H. MosioHnkoB A.B. (r. Kypck)

15.45-16.05

BparuHa E.1O. (r. Tomck)

leHeTMYecKne acnekTbl peHOMEHa CoYeTaHHbIX
6onesHen

LiuToreHeTrKa 1 XpOMOCOMHble 6o1e3HN

Mpeacepatenu:
0.6.H. Bacunbes C.A. (. ToMck),
0.6.H. Py6buos H.B. (r. HoBocnbupck)

15.45-16.05

Py6uoB H.B. (r. HoBocnbupck)

Oco6eHHOCTHN ANArHOCTHKM C6aNaHCMPOBAHHbBIX
XPOMOCOMHbIX NepecTpoek



3an1

16.05-16.25

MBaHoBa C.A., ®PegopeHko O.H0., BoxaH H.A.
(r. Tomck)

FeHeTnKa 1 hbapMaKoreHeTVKa NCMXMYecKnx
PacCTpOMCTB

16.25-16.45

MowkuH M.. (r. HoBocnbupck)
LipKaaHble LECHHXPOHO3bI Y XUTenen
NO/IAPHbIX PETMOHOB M reHeTnYecKas
MN3MEHYMBOCTb (OHNANH)

16.45-17.05

Mockanés E.A. (r. DpnaHreH, lepmaHus)
Po/1b HEKAHOHMYECKOIrO MUTOTUYECKOTO
HaC/l1ej0BaHNA B Pa3BUTUM OHKOIOTUYECKMX
3a6os1eBaHMI (OHNANH)

17.05-17.20

BopoHuH C.B. (r. MockBa)

CoBpeMeHHbIe acneKTbl AMAarHOCTUKM ¥ Tepanum
runodocdartasnm (Npu noaaepxxke KOMNaHnm
Astra Zeneca)

(6annbl HMO He HauncnsTca)

17.20 - 17.35 Kode-6pemnk

17.35-17.55

MonoHukos A.B., AsapoBa H0.3. (r. Kypck)
FeHeTMyeCcKne AeTEPMUHAHTbI HApYLLEHNA
MeTab0o/IM3Ma yTaTUOHA Npu My/bTUhAKTOPU-
afibHOM naTonorum: ¢pokyc Ha KapanomeTtabonu-
Yyecknx 3aboneBaHnaAx

17.55-18.15

Conogunosa M.A., MegBsegeBa M.B. (r. Kypck)
Bknag nosiMmMopdr3mMa reHoB CoCyancTbIX
3HAO0TE/IMasNbHbIX GaKTOPOB POCTa 1 1X
peLenTopoB B pa3BUTHE ULLEMWNYECKON
60s1€3HM cepAaLua (OHaNH)

18.15-18.35

Pxxeukwii A. (Mukaro, CLLIA)

B3rnag Ha MHorodakTopHble 3a6osieBaHnA
Yyepes npu3my 60IbLUNX KJMHUYECKMX AAHHbIX
(oHnaiH)

18.35-18.40
Anckycena

3an2

16.05-16.20

puamnHa M.M. (r. HoBocn6mpck)

JeTekumns CTPYKTYPHbIX BAPUAHTOB B reHOME
YyesioBeKa € ncnosibdoBaHmem 3C-MeToa0B

16.20-16.40

KawesapoBa A.A. (r. ToMck)

MnenoTtponHbie 3¢ dekTbl CNV B OHTOreHese
yesioBeka

16.40-16.50

HukoHoB A.M. (r. BapHay”n)
Mykononuncaxapuos Il Tuna: marHocTmka
1 nevyeHune

16.50-17.05

Bensesa E.O., ®oHoBa E.A. (r. ToMcK)
JK30MHOEe CeKBEHMPOBaHWe y nauneHTos ¢ CNV:
npo6aeMbl UHTEPNPETALUN KJIMHNYECKOMN
3HAaYMMOCTN MUKPOCTPYKTYPHBIX XPOMOCOMHbIX
BapMaHTOB

17.05-17.20

MwuHbXeHKoBa M.E. (r. MockBa)
KoMnieKcHbIe reHOMHbIE NepecTponKm

B 3TUOJIOTMMN «XXPOMOCOMHOIO heHoTUMNax»

17.35-17.50

YepHbix B.B., OnapuHa H.B. (r. MockBa)
[OHOCOMHbIE aHOMANIMM N MO3anLN3M:
BapuabesibHOCTb B cncTemMe X 1Y KoopanHaT

17.50-18.05

Tonmauesa E.H. (r. Tomck)

Bknag X-cuenneHHbix CNV B dopMnpoBaHme
WNHTENIIEKTYaJIbHbIX PACCTPOMCTB

18.05-18.20

MapkoBa X.T. (r. MockBa)

PacnpocTpaHeHHble NoIMMOpdHbIe BapUaHTbI
B 17921.31: noABOAHbIE KAMHU XPOMOCOMHOTO
MMWKPOMATPUYHOrO aHaInM3a

18.20-18.35

tOpueHko A.A. (r. MockBa)

CuHapoM Bosbda-XupLuxopHa: B3rnag Ha
3TMOMNATOreHes «CKBO3b NPU3My BpEMEHN»

18.35-18.40
Anckycemna

18.45 - 19.30 BeuepHsasa nekuua. TapaboikuH B.C.
(r. HuxxHun Hosropop,)

Mo nyTb B Hayke



16.00 - 20.25 Kpyrnbii CTON C y4acTUeM pyKoBoauTeneun
MeauKO-reHeTUYEeCKUX CNyX6

OKa3zaHue Me4ULMHCKON NOMOLLY NALUEHTaM
C HacNleACTBEHHbIMM 3a60/1eBaHUAMU

MNpepcepaTtenu: a.M.H. HazapeHko J1.M. (r. Tomck),
O.M.H. BywyeBsa T.B. (r. MockBa)

16.00-16.15

HazapeHko J1.M. (r. Tomck)

CnoxHbIn naumeHT: BonesHb HuMaHHa-Muka A, B
(npn nopaepxke komnauun CaHodpwn)

(6annbl HMO He HauncnsaTca)

16.15-16.45

MakcmmoBa HO.B. (r. HoBocnbupck)

Macrep-knacc. JMarHoCTvKa CrMHaIbHON MblLlLEYHOW aTpodun y B3pOC/IOro nauymneHTa
(npv noaaepxxke KOMNaHUM I>KOHCOH & JI)KOHCOH)

(6annbl HMO He HauncnsaTca)

16.45-17.05

KoHgzakosa O.b. (r. MockBa)

HacnencreeHHble 33601eBaHNA, 06YCI0BIEHHbIE MEPBUYHLIMU HAPYLIEHUAMMU CUHTE33 HEMPOMEN-
aTopos

17.05-17.15 Kode-6peiik

17.15-19.20

ACCOLMMPOBAHHASA LIKONA:

«OpraHv3aumsa MegnMuUMHCKON NOMOLLYM NaLMeHTaM C beHUIKETOHYpUen»
(npu noaaepxke KoMNaHun BriomapuH)

(6annbl HMO He HauncnsaTca)

19.20-20.25
Junckycema

Ha meponpuatmsx Kpyrnoro ctona 6annsl HMO
He HaYnCNATCA



ACCOLMMPOBAHHasA LIKONA:
«OpraHM3auns MeanLMHCKON NOMOLLM NauneHTaM ¢ GeHNIKeTOHYpren»
(npv nopaep>xke KOMNaHMN bruomapuH)

BcTpeya ¢ akcnepTtamu: CoBpeMeHHble NoAX0Abl K MeAVKAMEHTO3HOMY JleYeHnto peHNIKeTOHYpUm
MpeacepaTtenu: A.M.H. HazapeHko J1.M., K.M.H. CenToBa I"H. (r. Tomck)
O.M.H. Bywyesa T.B. (r. MockBa)

17.15-17.20
CeuTtosa I.H. (r. Tomk), Bywyesa T.B. (r. MockBa)
BcTynuTenbHoe C/I0BO npeaceaartesei

17.20-17.35

MacneHHukos A.B. (r. HoBocn6mpck)

K.M.H., 3aBeAytoLmin 061acTHOM Hay4YHO-MpaKTMYeckoin nabopaTtopwmeit JHK-anarHocTvikm fopoackon
KnuHnyeckon bonbHuubl N1

MonekynapHo-reHeTu4eckme 0cobeHHOCTN peHnKeToHypun B Cubnpckom deaepanbHOM okpyre

17.35-17.55

Bywyesa T.B. (r. MockBa)

A.M.H., BeAyLLMIA HayYHbIA COTPYAHMUK, HaUMOHaNbHbIN MeANLMHCKUIA LLeHTP 340p0BbA AeTeN
®depfepanbHoOe rocyAapCTBEHHOE aBTOHOMHOE yypexaeHne MUHUCTepCTBa 34paBooxXpaHeHns PO
MegankaMeHTo3HanA Tepanna OKY - 4na Kakon KaTeropumn NaumeHToB 1 NoYeMy 3TO BaXKHO

17.55-18.20

Ky3bmnuésa U.A. (r. Kanyra)

3aBefyloLmMi oTaeneHnem reHeTnkm Kanyxckaa OKb

HoBble cTpaTerun B fiedeHnn OKY. CtapT depmeHT-3amellatollen Tepanum npm OKY B Poccuun.
[MopTpeT nauneHTa

18.20-18.40

Ceutosa I.H. (r. ToMck)

K.M.H., I1aBHbI Bpay MeHeTnyeckom KamHmkn HUM MeanunHckon reHeTmkn Tomckoro HAMLL
MapLupyTnsaums naumenTa ¢ OKY. NpoBeaeHne Harpy3o4yHoro Tecta B CTalMoOHape 1 BO3MOXHOCTb
TeCcTMpoBaHMA aMbynaTopHo

18.40-18.55

MwHanyesa J1.M. (r. ToMck)

A.M.H., Bpay-reHeTnk HUM meanumHckon reHeTnkm Tomckoro HAML,
deHunnkeToHypus. OCO6eHHOCTM Y NOAPOCTKOB U NPy BeAeHWN bepeMeHHOCTH

18.55-19.20

LecTonanoga E.A. (r. MockBa)

Bpay-reHeTuK Bbiclwen kateropmm, ®roHY Meanko-reHeTUYecknin HayYHbI LEHTP MMEHA
akagemuka H.MN. boykosa

JaHHble ayanta OKY (oHnanH)

19.20-20.25
Anckycena



CETKA NPOrPAMMblI

08.00-09.00 Perncrpauus y4aCTHUKOB
3an1 3an2

09.00-11.00 KnnHnyeckasa reHeTmnka DBOJIOLMOHHAA 1 NONYAALNOHHAA
1 opdaHHble 601€3HK reHeTnka

11.00-11.15 | Kode-6penk

11.15-13.15 KnnHnyeckasa reHeTmnka DBOJIOLMOHHAA 1 NONYAALNOHHAA
1 opdaHHble 60/1€3HK reHeTnka

13.15-14.00 | Obep

14.00 - 14.45 lneHapHan nekuusa. CrenaHos B.A. (r. ToMcK)
MonynAUuMOHHAA reHOMMKa, MeANLMHCKAA reHeTUKa
1 3BOJIIOLMOHHAA MeanLMHa

15.00-17.30 | KnuMHW4eckas reHeTUKa lMpeHaTasbHOE M NPenMMNIaHTaLMOH-
1 opdaHHble 60s1e3HK HOe reHeTUYyecKkoe TeCTUPOBaHNe

17.30-17.45 | Kode-6penk

17.45-18.30 | BeuepHsas nekuus Kosnos A.M. (r. CaHkT-MeTepbypr)
HoBas 6ronornyeckas Teopus — Teopus carcino-evo-devo,
€6 HeTpPMBMAJIbHble NPeCKa3aHNA 1 B3aMMOOTHOLLEHMA
C ApyrvMu 61MoN0rMYecKUMN TEOPUAMM

19.00 ®ypuwet




XIll HayyHas KoHdepeHuns
«leHeTUKa YyesioBeKa U NaTOJIOruaA»
2022 HOABPA4 2022 TOMCK

09.00-11.20 CvMnNO3MyMblI

3an1

K/IMHNYecKasa reHeTnka n opdaHHble
6onesHu

NMpepcepartenu:
O.M.H. HazapeHko J1.M. (. ToMck),
O.M.H. 3aKnfa3bMunHcKas E.B. (r. MockBa)

9.00-9.20

3aknasbmuHckas E.B., Capekosa M.A,,
A3emewwkesuny CJ1. (r. MockBa)
OTKpbITble BONPOCbI B reHeTnKe
rmnepTpoduyeckorn KapavmomMmonaTnm

9.20-9.40

MNuenuHa C.H. (r. CaHkT-MeTepbypr)
Posib MeTab0oaM13Ma IMNNA0B B Pa3BUTUN
601e3HM MapKMHCOHA

9.40-10.00

MxeBckasa B.J1. (r. MockBa)

TeHOMHOE TeCTMPOBaHMeE: AWaOr BpaYa-
reHeTVKa 1 naumeHTa

10.00-10.20

3axaposa E.10. (r. MockBa)
CoBpeMeHHOoe COCTosHME 1 NMpo6sieMbl
[M3rHOCTVKMN HAaC/1eACTBEHHbIX 60N1e3He
o6MeHa (oHNanH)

10.20-10.40

JNapuoHoBsa B.W. (r. CaHkT-lNeTepbypr)
MosiekynapHble u MeTabosiMyeckme OCHOBbI
BbI6OPa J1eKapCTBEHHbIX NPenapaTos A9
JIeYEHVA HAC/IEACTBEHHbIX 3360/1€BaHNN.
YTO AOJ/IKEH 3HATb Bpay-neanaTp?

10.40-10.55

Bywyesa T.B. (r. MockBa)

HoBble cTpaTeruu B ieveHnm GeHnIKeToHypmm
(npv noaaep>xke KOMMNaHUN BUoMapuH)
(6annbl HMO He HaumcnaTca)

11.00 - 11.15 Kode-6peink

11.15-11.35

Makcumosa H.P., CyxomacoBa AJ1. (r. AKyTcK)
FeHOMHbIe UCCNIeA0BAHMA FeHETUYECKN
N30/IMPOBaHHON MONYAALUMM AKYTOB (OHNANH)

11.35-11.55

XancaHoBa M. XK. (r. ToMck)

CnekTp MyTaumi reHa ATP7B y NaLmMeHTOB
¢ 6one3HbIo BuibcoHa-KoHoOBanoBa

B CM6MPCKOM pervioHe

TOMCKUI1 HAMLL

HUK
MEOULIMHCKON
FEHETUKMN

4
J

3an2

DBOJIIOLMOHHAA 1 NONY/IALMOHHAA
reHeTnka

Mpepcepartenu:
A0.6.H. CtenaHos B.A. (r. ToMcK),
0.6.H. AHkoBckunn H.K. (r. MockBa)

9.00-9.30

AnkoBckui H.K. (r. MockBa)

Mtorn nporpammbl COO3HOIO rocyAapcTea
«AHK-naeHTnomkauma 2017-2021»

9.30-9.50

XapbkoB B.H. (r. Tomck)
MonyauUMOHHAA reHOMMKA KOPEHHOTO
HaceneHuna KOxHon 1 3anaaHon Cnbvpu

9.50-10.20

Kim Hie Lim (Singapore)

Prehistory human migration between Sundaland
and South Asia driven by rapid sea-level rise
(online)

10.20-10.40

JNaepAawmnHa M.B. (r. KeMepoBo)

OvHamuka poHaa dammnnin CbMpCKMx TaTtap:
YeTblpe sTHorpaduryeckme rpynnbl B TpeX
MoKOIeHNAX

10.40-10.55

Banuxosa J1.B. (r. ToMck)

CTpyKTypa reHopoHAA TOMCKMX TaTap
Mo Mapkepam Y-XpoMOCOMblI

11.15-11.30

KonecHukos H.A. (r. ToMcK)

CUrHanbl HanpasieHHOro 0T6oPa B NOMYALMAX
KOpeHHOro HacesneHus CpeaHen Asun

11.30-11.45

Fony6eHko M.B. (r. TomMck)

OcobeHHOCTM n3MeHYMBOCTU MTAHK € TOUKK
3peHnA afanTaumm K yCI10BMAM cpeabl

1 NnoaBepPXKeHHOCTH 3aboneBaHnAM



3an1

11.55-12.10

3apunosa A.P. (r. Yoa)

CneKTp M YaCTOTbl NAaTOrEHHbIX U3MEHEHWI

Yy NaLMEeHTOB C He3aBepLUEHHbIM OCTEOreHe30M
13 Pecny611kmn BalkopTocTaH

12.10-12.25

KagHukosa B.A. (r. MockBa)
Cnactuyeckasa napanaerna 47 Tmna
Y POCCUMINCKNX BONbHbIX

12.25-12.40

Mcmarunnosa O.P. (r. MockBa)
MonekynapHO-reHeTMYEeCKUNIA aHaNN3 CUHAPOMA
PybuHwTenHa-Tenbn B PO

12.40-12.55

NocTtpuraub A.E. (r. TomMck)
MonieKynapHO-reHeTMYeCckas AMarHoCTMKa
CMHAPOMA YAJIMHEHHOrO MHTepBana QT

12.55-13.10

KasapsH P. (r. MockBa)

IOnddepeHumanbHan ANarHoCcTMka MyKOBUCLM-
[103a U cHapoMma LlsBaxmaHa-flanmoraa

13.10-13.15
Aunckyccusa

13.15-14.00
14.00 - 14.45

O6ep,

3an2

11.45-12.00

HasapeHko J1.MM. (r. ToMck)
leHeTnyeckne acnekTbl 6onesnmn Momne
C pa36bopoM KMHUYECKMX C/IyHaeB

(npv nopaepxke komnanun CaHodpn)
(6annbl HMO He HauncnawTca)

12.00-12.15

Cepe6posa B.H. (r. Tomck)
PennvkaTuBHOe nccnefoBaHne GpakTopos
HacneacTBeHHoW TpoMmboduamm

M 3HA0TENNANBbHON ANCPYHKLMM

B Pa3BUTUN NPE3KIAMNCUN

12.15-12.30

Ba6oBckas A.A. (r. TOMcK)

NAeHTUPMKALMA NOMYNALMOHHBIX
0Cc06eHHOCTEN TPAHCKPUMTOMA [eLnayabHbIX
KNETOK Mpu TAXeN0M hopMe NpesKiamncum

12.30-12.45

FaBpuneHko M.M. (r. Tomck)

JNlaHawadT aNbTepHATUBHOIO CN1aNCHMHra
B AeLMAYA/IbHbIX KJIETKAX NIaLeHTbl

B MONYNALMUN PYCCKMX

12.45-13.00

HazapeHko J1.MM. (r. Tomck)

CuHapoM Anapgxunnna. KnvHnyecknin

M reHeTNYeCKUi A1MarHo3

(npv noaaepxke komnaHun apMaMoHAo)
(6annbin HMO He HauncnsTca)

13.00-13.10
KpacHobaeBa A. (r. HoBocn6bupck)
KayecTBeHHble peakTUBbI-HaAEXHbIN Pe3ynbTaT

13.10-13.15
Anckyccna

MneHapHaa nekuyus. CrenaHos B.A. (r. TomcK)

MonynAUMOHHAA FreHOMMKA, MeANLIMHCKAA FreHeTUKa
1 3BOJIIOLMOHHAA MeaNLMHa

15.00-17.30 CMMno3nyMbl

K/iMHn4yeckana reHeTnka v opdaHHble
6onesHn

Mpepcepartenu:
K.M.H. Centosa I.H. (r. Tomck),
O.M.H. JlaproHoBa B.W. (r. CaHkT-MNeTepbypr)

15.00-15.20

MNonskos A.B. (r. MockBa)

MoAroToBKa K 3Tany Ba/MAauMmn pesysbTaTos
PaCLUMPEHHOIO HEOHATA/IbHOTO CKPVHMHTA

lpeHaTanbHOE M NpenMnIaHTaUNoOHHOe
reHeTn4yeckoe TeCtTMpoBaHue

Mpepcepartenu:
0.6.H. Jlebeaes W.H. (r. Tomck),
K.6.H. CBeTnakoB A.B. (r. KpacHosIpcK)

15.00-15.20

Vermeesch J. (Leuven, Belgium)

Mapping the genomic landscape to improve
prenatal care (online)



3an1

15.20-15.40

KoHgpaTtbesa E.WN. (r. MockBa)
MyKOBMCLMAO3, KaK MOAEIb ANArHOCTUKM
1 nepcoHndrLMpPOBaHHON Tepannm

15.40-15.55

KoBanbckas B.A. (r. MockBa)

Bepudukaums reHot1na np1m MykoBmcLMIo03e,
KaK BaXkKHbli 3Tan npwv NoAroToBKe K TapreTHom
Tepanuu 3abosieBaHna npenapatom Opkambu
(oHnainH)

15.55-16.10

MuHernHa O.C. (r. HoBocnbMpCK)
MprBEP>XXEHHOCTb Tepanum y NauneHToB

C MyKoBMCLMA030M. OnbIT HoBocnbmpckomn
obnactu

16.10-16.25

CrenaHoBa A.A., Monsakos A.B. (r. MockBa)
CeneKkTUBHbIN CKPUHWUHT BObHbIX
HaCNeACTBEHHBIMU ANCTPOPUAMM CETHATKM
ANA GopMUPOBaHMS Lie1eBON rpynnbl

L5 reHoTepanum

16.25-16.40

Opnos A.C. (r. ToMmck)

OnbIT BHEAPEHUA METOAA TaHAEMHOW
Macc-CeKTPOMETPUM B NPaKTUKY CEIEKTUBHOMO
CKPUHWMHIA FOMOLMCTUHYPUK

16.40-16.55

OpamnHokoBa O.H. (r. Tomck)
MoneKynapHas ANarHOCTMKA MbILLIEYHON
anctpodun [lloweHHa

16.55-17.10

3uHuHa E.B. (r. MockBa)

M3yyeHune CnekTpa MyTaumin reHa DMD Kak
OCHOBA M/1IaHVPOBAHUA NATOreHEeTUYECKOW
Tepanuuny poCcCMnCKMUX NaLMEHTOB C MblLLEYHOM
anctpodmen JroweHHa/bekkepa

17.10-17.25

Yaycosa M.A. (r. MockBa)

BpoXAeHHasA Mepo3nH-AePULMTHAA MblLLIEYHAA
anctpodma. OT AMarHOCTUKM 0 NepCrneKkTns
nieyenns

17.25-17.30
Anckycena

17.30-17.45 Kode-6penk

3an2

15.20-15.40

Liehr T. (Jena, Germany)

Limits and possibilities of non-invasive prenatal
testing (NIPT) (online)

15.40-16.00

LLnnosa H.B. (r. MockBa)

Ha nytuv K knetoyHomy HUMT: getekuma KneTok
TpodobH1acTa B MAaTEPUHCKMX LiepPBUKAIbHbIX
obpasuax

16.00-16.15

Xwuranuna O.W. (r. Tomck)

Lindpposoe kaproTunmpoBaHune baactounct
Ha 0cHoBe ceKBeHnpoBaHMA PHK

16.15-16.30

CrenaHuyk A.K. (r. HoBocmbupck)

Hi-C ana uene NpenMniaHTaunMoHHOro
reHeTU4YecKoro TeCTMPOBaHNA

16.30-16.45

CkneinmoBa M.M., ConoBbeBa E.B. (r. ToMck)
MpenmMniaHTaLMoHHOE reHeTuYeckoe
TeCTUpOBaHMWe CrivHouepebeIAPHO aTakcun
nepBoro TMna

16.45-17.00

FaitHep T.A. (r. HoBocMbMpCK)
MpeHaTanbHas AMArHOCTMKA: onbIT 3@ 10 net
paboTbl (OHNANH)

17.00-17.10
KopHukoga E. (r. MockBa)
Texnonoruu Illumina: HOBOCTY M NEPCNEKTUBbI

17.10-17.15
Anckycema

17.45 - 18.30 BeuepHsas nekuusa. Kosnos A.ll.
(r. CankT-lNMeTepbypr)

HoBasa 6rosiornmyeckas Teopus — Teopua carcino-evo-devo,
eé HeTpMBMaJIbHblE NPeACKa3aHMA Y B3aMMOOTHOLLEHNA
C APYrIMK BUONOrMYECKMMI TEOPUAMU

19.00 Pypwer



CETKA NPOrPAMMblI

08.00-09.00 Perncrpauus y4aCTHUKOB

3an1 3an2

09.00-11.35 | MoagenupoBaHue BronHdopmatuka
Hac/ieACTBEHHbIX 6onesHen

11.35-11.45 | Kode-6penk

11.45-13.05 | MogenvpoBaHue LiuToreHeTnka n XxpOMOCOMHbIe
HacsieACTBEHHbIX 6onesHen 60s1e3HM

13.05-14.00 | Obes

14.00-15.30 KnnHnyeckas reHeTMKa [eHeTnKa 1 aNureHeTmKa
1 opdaHHble 60/1e3HK MHOrohaKTopHbIX 3a60/1eBaHNI

15.30-15.45 | Kode-6penk

15.45-17.30 | KnnHuyeckas reHeTMKa [eHeTnKa 1 aNureHeTmKa
1 opdaHHble 60/1e3HK MHOrohaKTopHbIX 3a60/1eBaHNI

17.30-18.00 @ 3akpbiTUe KOHPepeHLUU




XIll HayyHas koHdepeHuns
«leHeTUKa YyesioBeKa U NATOJIOruaA»
2022 HOABPA 2022 TOMCK

09.00 - 11.35 CumMno3unymbl

3an1

MogaenvpoBaHMe HacneaCTBEHHbIX
6onesHen

Mpepcepatenu:
K.6.H. HnkntmHa T.B. (r. Tomck),
A.6.H. CepoB O.J1. (r. HoBocmbupck)

9.00-9.20
Cepos O.J1., LHaigep T.A. (r. HoBocnbumpck)
HoBas posib CNTN6 B HeriporeHese y 4esioBeka

9.20-9.40

Tapabbikuu B.C. (r. HuxHuii Hoeropoa)
MbILWKVHbIE MOAEIN HEBPOJIOTUYECKMX
33boneBaHUN

9.40-10.00

NarapbkoBa M.A. (r. MockBa)
MAOPUNOTEHTHbIE CTBOJIOBbLIE KNETKU.
15 net UNCK

10.00-10.15

3axaposa W.C. (r. HoBocnbmpck)
Co3paHune K1IeTOYHbIX Moes1ert CeMenHon
rmnepxonecrepmHemMnm

10.15-10.30

HasapeHko J1.M. (r. Tomck)

Ledbunumnt fekapboKkcmiasbl apoMaTUHECKMX
amuHokucsoT (AADCd) (npy nopaepxke
KomnaHuun PTC pharma)

(6annbl HMO He HauncnaTcA)

10.30-10.45

KonbiToBa A.3., EMenbaHoB A.K.

(r. CankT-NeTepbypr)

Pa3paboTka TapreTHow Tepanun npu 6oae3Hun
MapKMHCOHA € ncnosb3oBaHnem 3D
MoJenMpoBaHuA

10.45-11.00

CaByeHko P.P. (r. Tomck)

BnaunaHune anoddepeHumanbHom sKkcnpeccmm
reHoB ADAMTS1 v THBS1 Ha paAnaLmnoHHO-
MHAYLMPOBAHHbIA OTBET COMATMYECKMX KI1ETOK
4YeJsi0BeKa in vitro

11.00-11.15

Bacunbes P.D. (r. AKyTCK)

MccnepoBaHne oyHkumii 6enka VPS33A npu
CMHAPOME MYKOMOJIMCaXaprA03-natoc (OHNANH)

11.15-11.30

HypuaamHos M.A. (r. HoBocmbupck)
MopaennpoBaHue NPOCTPAHCTBEHHOM
OPraH13aLMm XpOMaTMHA C XPOMOCOMHbIMU
nepecTponkamm

11.30-11.35
Anckyccuna

TOMCKUI1 HAMLL

HUK
MEOULIMHCKON
FEHETUKMN

U
<

3an2
BuonHdopMaTHka

Mpepcepatenu:
K.M.H. CkpabuH H.A. (r. Tomck),
K.6.H. ®uriwman B.C. (r. HoBocnbumpck)

9.00-9.30

KonyaHos H.A. (r. HoBocnbupck)
BronHdopmMaTNKa 1 MeanuUMHa B KOHTEKCTe
60/1bLUNX FTEHETUYECKMX AAHHBIX (OH1aNH)

9.30-9.50

PbixkoBa O.M. (r. MockBa)

Oco6€HHOCTU KIMHUYECKOW MHTEpNpeTaLmn
pesynbtatoB NGS

9.50-10.10

®uwmaH B.C. (r. HoBocnbupck)
MHTepnpeTauma reHOMHbIX BApMaHTOB

B HeKoAMpyoLWnxX nocnenosartesibHocTax AHK
C MCMNOJIb30BaHNEM METO/0B MALLUMHHOIO
o0byyeHna

10.10-10.30

MomasHoit M.HO. (r. HoBocm6bupck)

0O6paboTka faHHbIX CEKBEHMPOBAHWSA
NaLMEHTOB C MOHOTEHHbIMW N OHKOIOTMYECKUMU
3360/1€BaHNAMM C MCMOIb30BAHNEM NPOrPaMMbl
NGS Wizard

10.30-10.50

KoHoBasioB ®.A. (r. MockBa)
BbifiB/IeHMe XPOMOCOMHbIX NepecTpoek
npyv pyTUHHOM 3K30MHOM M FTEHOMHOM
CEeKBEHNPOBAHMM (OHNAWH)

10.50-11.10

3apy6uH A.A. (r. ToMck)

JpakoH MOXeT 1 ManeHbKWI, HO BCe Xe 3TO
APaKoH. OnbIT npumeHeHns DRAGON

Ha NextSeq 2000

11.10-11.30

Xo3sanHoBa A.A. (r. Tomck)

MyNbTOMMKCHbIN aHA/IN3 AaHHbIX CEKBEHVPOBa-
HWA €AMHUYHBIX KJIETOK: OT TEOPUK

K NpaKTuke

11.30-11.35
Aunckyccna



11.35-11.45 Kode-6penk

11.45-13.05 CumMnosnymbl

3an1

MogaenvpoBaHue HacNeaCTBEHHbIX
6onesHen

Mpepcepartenu:
K.6.H. HnkutmHa T.B. (r. Tomck),
0.6.H. Cepos O.J1. (r. HoBocnbunpck)

11.45-12.00

CkpA6uH H.A. (r. ToMcK)

MopaenvpoBaHue 6051€3HM BuabcoHa-
KOHOBa/10Ba C MCMOJ/Ib30BaHNEM KJIETOYHbIX
TEeXHONOrnm

12.00-12.15

lonbawTenH 4.B. (r. Mocksa)
TeXHOMOMVIN MPUMEHEHNSA KMLLEYHbIX
OpraHouaoB A8 AMAarHOCTUKM 1 nogbopa
Tepanuu Npu MykoBucLmAao3e (OHIanH)

12.15-12.30

AemueHko A.T. (r. MockBa)

JleroyHble opraHomabl 1 KyabTypbl KJ1€TOK
PECHWTYATOrO 3NUTE/IA KaK MOAEN ANA
[AMArHOCTVIKM U JIeYEHNA HACIeACTBEHHbIX
3a60/1eBaHN Nerkmx (OHNanH)

12.30-12.45

Cko6noB M.HO. (r. MockBa)
MONHOr€HOMHBbIN CKPUHUHT KOMMIEKCHbIX
annenen cnnancmHra

12.45-13.00

Canaxos P.P. (r. ToMck)

DYHKLMOHANbHbIV aHa/IM3 BapnaHTOB

B HEKOAMPYHOLWMX y4aCTKax reHa MYBPC3
npu runepTpodunyeckon KapaNMoMmnonaTnum

13.00-13.05
Anckyccuna

13.05-14.00 O6ep,

14.00-17.30 CMMNO3UYyMblI

KnuHMYeckasa reHeTnka n opdaHHble
6onesHun

Mpepcepartenu:
K.M.H. CKpabuH H.A. (r. ToMcK),
0.6.H. Monakos A.B. (r. MockBa)

14.00-14.15
BopoHkoBa A.HO. (r. MockBa)
MepBMYHaA UMANapHAA ANCKMHE3NA (OHMaiH)

3an2
LiuToreHeTKa 1 XpOMOCOMHble 60/1e3HK

Mpepcepatenu:
K.6.H. KaweBapoBa A.A. (r. TOMcK),
O.M.H. LWnnosa H.B. (r. MockBa)

11.45-12.00

®depoTos [.A. (r. ToMcK)

CrpykTypa CNV npwu HapyweHnax
NCUXOMOTOPHOIO Pa3BUTUA N HEBbIHALWIMBAHNMN
6epeMeHHOCTH

12.00-12.15

Apo3nos I.B. (r. ToMck)

PacnpoctpaHeHHOCTb 1 cnekTp CNV npu paHHen
3M6puroHanbHoM rmbenm

12.15-12.30

ToHsaH 3.H. (r. CankT-NeTepbypr)

AHa/IM3 cerperaumm XxpoMoCoM y HocuTenen
PEeLMNPOKHbIX TPAHC0KaLMIA (OHNANH)

12.30-12.45

Kpueowianosa f1.B. (r. YenabuHck)
B/iMsaHMe XpoHMYeckoro o06ydeHuns

Ha Te/IOMEpHbIe Y4aCTKM XPOMOCOM
T-"iMMdoumnTOoB Nepndepryeckon Kposu
yenoseka

12.45-13.00

Bo3unosa A.B. (r. YenabuHck)
LiuToreHeTnyeckasa AMarHoCTvka XpOHNYECKMX
nMmdonponndepaTnBHbIX 3ab0s1eBaHNI

C MPYMeHEHNEM NIOKYC-CneLndryHbIX
IyopeCcUEeHTHbIX 30HA0B

13.00-13.05
Anckyccuna

[eHeTWKa 1 aNUreHeTMKa MHOFOd)aKTOp-
HbIX 3abo1eBaHNM

Mpepcepnartenu:
0.6.H. Kyyep A.H. (r. Tomck),
0.6.H. MuennHa C.H. (r. CaHkT-NeTepbypr)

14.00-14.15

BouapoBsa A.B. (r. Tomck)
MeXreHHble B3avMoAencTBnsA

npu 3a601eBaHNAX C HAPYLIEHNAMM
KOFHUTUBHBIX GYHKLMI YenoBeka



3an1

14.15-14.30

KoTtanesckas H.10. (r. MockBa)
PenKunii CMHAPOMaJIbHbIN ByNne3HbIN
anuaepmonns. KavHuyeckue ciyyamn

14.30-14.45

OpsioBa A.A. (r. MockBa)

YnbTpapeakan ¢popmMa Hacn1eaCTBEHHOM
KapAMOMMOMaTHK: NepPBOE ON1CaHME NaLneHTa
n3 Po

14.45-15.00

BanunaxmeTos H.P. (r. Tomck)
BapnabesibHOCTb FeHOB CApKOMEpPHbIX 6e1KoB
npu runepTpodrm MMOKapAa PasiMyHOro
reHesa

15.00-15.15

Ky3eHkoBa J1.M. (r. MockBa)
Anbda-MaHHO3MA03 — peaKoe 3abosieBaHme,
4acTble CUMMTOMbI

(npu noaaepxke kKoMnaHuu Kobesm)

(6annbl HMO He HauncnaTca)

15.15-15.30

Nob6eaunHckan A.N. (r. YenabuHck)
KAWHMYeCKnI Clydain HacneaCcTBEHHOMO
nedunumnTa Caxapasbl-M30MasnbTasbl

15.30- 15.45 Kode-6penk

15.45-16.00

flkoBnesa A.E. (r. AKyTCK)
leHo-beHOTUMMYECKMIN aHaNN3 Y 6ONbHbIX
C MHOXECTBEHHOM 3K30CTO3HOW
XOHAPOAMCINIA3NEN B AKYTCKON Nonyiaumnm

16.00-16.15

Muxanbuyk K.A. (r. MockBa)

CnekTp MUHOPHbIX BApNaHTOB slokyca SMN
(oHnann)

16.15-16.30

LWecrak A.T. (r. MockBa)
MpeaCcTaBNeHHOCTb ABNIEHNA «BbINMAAEHNAN»
asiens B pesy/bTaTax CeKBEeHMPOBaHUA

16.30-16.40

BoHaapb B. (r. MockBa)

OcHOBbI MeToaa undpoBowt KanenbHon MLP
1 BO3MOXHble chepbl NPUMEHEHNSA

16.40-16.55

OropopgoBa H.H0. (r. MockBa)
Pa3Hoobpa3ne ckeneTHbIX AMCNAa3ni,
06yCNOB/IEHHbIX MyTaUUAMN reHa SLC26A2

3an2

14.15-14.30

Hukonaes M.A. (r. CankT-MNeTepbypr)
OvcdyHkumsa riokouepebpo3ngasbl 1 Hakomnae-
HMe anbda-CMHYKIeMHa — NaTodr3N0I0rnieckmin
nyaT npy GBA-accounmnpoBaHHon 6on1e3Hn
[MapknHCoOHa

14.30-14.45

YceHko T.C. (r. CaHkT-TeTepbypr)
CenekTMBHOE NHIMBUPOBaHNE KMHA3HON
aKkTMBHOCTM LRRK2, Kak moaxon K Tepanum
6051€3HM MapKMHCOHA, aCCOLMMPOBAHHOM
C MyTauuaMmn B reHe GBA

14.45-14.55
Cewrosa I.H. (r. Tomck)
Tepanusa npw Hacle4CTBEHHOM aHrMooTeke

14.55-15.10

MupoluHukoBa B.B. (r. CaHkT-MNeTepbypr)
DKCTPaK/IETOYHbIE BE3UKYJIbl KMPOBOW TKaHM:
NOWNCK HOBbIX 6BMOMapKepoB ANCHYHKLMN
JIMNUAHOTO W YreBoAHOro o6MeHa npu
0XUpEHU

15.10-15.25

CnpoTkuHa O.B. (r. CaHkT-MNeTepbypr)

MunkpoPHK miR-221 1 miR-223 B MMKPOBE3MKynax
M/1a3Mbl KPOBM — NePCrNeKTUBHbIE BIOMapKepbl
CTeneHu TAXeCTM NoCTTpoMboambonnyeckoro
cMHApoma

15.45-16.00

Cnenyos A.A. (r. ToMck)

T-KNeToUHbIM NaHAawadT Npy aTepockiepose
(oHnann)

16.00-16.15

Koponéga FO.A. (r. TomMck)

MeTnnnpoBaHue peryasiTopHbIX 3/1IeMEeHTOB reHOB
MWUKPOPHK npu HecTabuibHOM TeYeHun
aTepockaeposa

16.15-16.30

BabywkuHa H.M. (r. Tomck)

CTaTyC MeTU/IMPOBAHMA PEryIATOPHbIX PErMOHOB
reHos ATM 1 MLH1 B 3aBUCMMOCTM OT NX
nosimmopdunsma npuv Bo3pacT-3aBUCUMbIX
naTosornax

16.30-16.45

PbikoBa E.1O. (r. HoBocn6mpck)

MonHoreHoMHbIN nonck SNPs B TapreTHbIX caTax
MUKPOPHK, CBA3aHHbIX C UHAMBUAYA/IbHOM
YYBCTBMTE/IbHOCTbIO K J1IeKapCTBaM



3an1

16.55-17.10

LLaToxuHa O.J1. (r. MockBa)

BTOPUYHbIE HAXOAKM, BbIAB/IEHHbIE MPK
NpOBeAEeHNIN SK30MHOMO CEKBEHNPOBAaHM
(oHnaiH)

17.10-17.25

3abHeHkoBa B.B. (r. MockBa)

Korga naumeHT — 3arafika: CoueTaHHbIe HaX04KM
Npv 5K30MHOM CEKBEHVMPOBAHUN (OHIANH)

17.25-17.30
Aunckyccusa

3an2

16.45-17.00

Fepsac MN.A. (r. Tomck)
MosnekynapHO-reHeTUYecKoe TeCTMPOBaHNe
[/19 Ha3HaYeHNa TapreTHOV Tepanuu
3/10Ka4€CTBEHHbIX OMyX0Jien

17.00-17.20

Salumets A. (Tartu, Estonia)

Genomic evaluation of endometrial tissue
at assisted reproduction (online)

17.20-17.25
Aunckyccusa

17.30-18.00 3akpbiTue KOHdepeHuun

MocTepHble AOKAaAbI

A6pamoBckux O.C., JlormHoBa H0.B.

(r. YensabuHck)

AHanM3 NoSIMMOpPGHbIX BApUaHTOB reHOB ESRI U
PGR y X€HLUMH C HeBbIHALLMBaHWEM 6epeMeHHo-
ctm

Bycnaes B.1O., MuHuHa B.U., O py>XnHuH B.T.
(r. KemepoBo)

MWKPOMATPUYHbIN aHANIN3 TPAHCKPUMNTOMA
MOHOHYK/1€apOB MaLMeHTOB C PaKOM JIETKOro

3opuHa B.B., MenbHukoBa E.C., UBaHoBa A.A.,
lypaxesa A.A., MakcumoB B.H. (r. HoBocn6bupck)
Accoumauma nonmmopdmramoB rs9939609 reHa
FTO, rs7903146 reHa TCF7L2,rs1799883 reHa FABP2
C MOP6VAHBIM OXMPEHNEM Y XKEHLLMH

Karuposa 3.M., PaxumMos P.P, CyntaH6aeB A.B.,
XycanHoBa P.U, MuHHuaxmeTos W.P. (r. Yba)
Mownck NaToreHHbIX N3MeHeHN B reHe PIK3CAY
XeHWwwmH ¢ HR+/HER- noATUNOM paka MOJIOYHOW
xenesbl n3 Pecnybnnku balwkopTocTaH

KaabipoBa H.B. (r. YenabuHck), MBaHoB E.A.
(r. YensabuHck), LUMyHK W.B. (r. YenabuHck),
No6epunHckan A.N. (r. YenabuHck),
Mywkapés B.M. (r. YenabuHck, r. Mocksa)
MonekynapHO-reHeTUYeCKan AMarHoCT1Ka
60ne3HM Tea-Cakca c No3AHEN KJIMHUYECKON
MaHudecTaumnen

KyctoBa A.O. (r. H. Hosropog), Pbi6akoBa B..
(r. H. Hoeropoga), Tapa6bikuH B.C.

(r. H. HoBropoga, BepauH, Frepmanusn)
MoiekynsipHble 0CHOBbI GOPMUPOBaHMSA
MO30J/IMCTOro Tena

ManunHumk M.A., CMosbHUKOBa M.B.

(r. KpacHosipck)

CpaBHWTe/IbHas XapaKTePUCTMKA NOIMMOPPU3Ma
reHOB LIUTOKMHOB Y AeTeW C Pas/INyHbIMK
deHoTMNamMm 6pOHXMaNbHOM aCTMbI

MenbaHoBckas KO.J1. (r. MockBa)
Ponb MeTofa onpeaeneHns pasHuLbl KULWEYHbIX
NOTEeHLMAsIOB B AMArHOCTNKE MyKOBUCLMA03a

Hukonaesa E.[. (r. MockBa)
Pe3ynbTaTbl M3y4eHMs KoMriekca pbocoMHbIxX
reHoB Yesi0BeKa Npu MyKoB1CLMA03€

CaBenbeBa O.H., KapyHac A.C., ®epoposa H0.10.,
Fatuatynnud P.®., 3TknHa 3.1,

XycHyTamHOoBa J.K. (r. Yoa)

MccnepoBaHne ponn nosiMMopdHbIX BapUaHTOB
reHoB, y4acTBytoLMX B MeTabonnsme
rJIIOKOKOPTUKOCTEPOWOB, B Pa3BUTUN

1 Te4eHUn BPOHXMANbHONM aCTMbl Y MHAMBUAOB
13 Pecny611kn balkopTocTaH

CMonbHuKoBa M.B., TepeweHko C.1O.

(r. KpacHosipck)

PacnpepneneHne BapnMaHTOB reHOB JIEKTUHOBOTO
nyTW B 3THNUYECKNX rpynnax KpacHOApCKoro kpas

TiopuH A.B., XycanHoBa P.U. (. Yoa)
MeTa-aHasIM3 accoumaLnii CanToB CBA3bIBAHMA
MUKPOPHK KaHANAATHbIX FEHOB OCTe0apTpUTa
Y XKEHLLMH B Pa3/INYHbIX STHNYECKMX Fpynnax
Pecnybnunku BalwkopTocTaH

LWknap A.A., Konocosa H.I., KoxxeBHukoBa O.C.
(r. HoBocmbupck)

Skcnpeccns MMKpoPHK miR-9, miR-273, miR-343,
miR-146a, miR-155 B ceTyaTke Npu passuTUM y
Kpblc OXYS peTHONaTK, aHANOTNYHON
BO3PaCTHON MaKy/SIPHOM JereHepauun

LLipamko HO.W. (r. Cumdeponoib)

Accoumaums noaMmMopdr3ma reHoB peLLenTopos
aAMMNOHEKTUHA M NIENTUHA C KIIMHUYECKUMM
nposBaeHNAMM MeTaboIMYecKoro cMHApoOMa
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XN3Hb C AEPUNLUNTOM

JIN30COMHOW KUCJIOM NINNA3bI (AJ1KJ)...
8-800-301-006-51 -t oo Busrmocrmen”

0%

nauMeHTOB 4EeTCKOro Bo3pacTa
cnporpeccupytot fo brubposa/
LMpPpPO3a UKW TpaHChaHTaLmMm
nevyeHn

B TeyeHue 3 nert!

PaHHasa anarHocTtuka
OJIKJ1 nossonut nsbexats
TAXKEbIX OCOXHEHNN

Mpn oBbHapy>keHWN renato/craeHoMeraanumn B coveTaHmm Mporpamma
c gucavnuaemMueit obpallantecs Ha BecnnaTHyo ropsyyto ANarHoCTUKM
JINHWIO NPOrpaMMbl ANarHOCTUKN OJIKN

8-800-301-06-51

Crucok nuTepatyps
1.Burton BK, et al. Curr Med Res Opin. 2017;33(7):1211-1214.

2. Nporpamma auartoctuxi ASIKN: hitps:med-gen.ru/programma-diagnostiki-defitcita-lizosomnoi-kisloi-lipazyi
(nata ocryna 18.10.22).

MaTepuan npeaiHasHaseH AR CrieuanicTos 3paBooXpaHEHHS:
ooo Ac crpe a3enexa Dapmacsiorukana». 123112, r. Mocksa, 1-i Kpacrorsapaeiickuit npoean,
30 s1ax. Ten.: +7 (495) 799-56-99, daxc: +7 (495) 799-56-98

eca www.az-most.ru
HOMCp of :pmjmr: KNANV—/F;j—TMLZ [Hata onobpenus: 24.10.22. [lata nuctedeHns: 23.10.24. Astrazeneca




OdopmuTe 3asaBKy Ha OTNPABKY CyXMX NATEH KPOBU, 0BPaTMBLLNCD
Ha BecnnaTHyo ropsiuyto IMHUIO NPOorpammMbl Mo TenedoHy

8-800-301-06-51

Mporpamma
AWarHocTuKu
roo

. AstraZeneca



ByabTe Ha war Bnepeau — BbisBnante HLIJ12 Ha paHHux ctagua

HeiipoHanbHbiit ueponaHbiii nunodycumtos 2-ro Tuna (HLLJ12) — 6eictponporpeccupyiowee,
HelipopereHepaTusHoe 3abonesanne y aeTemn, Npyu KOTOPOM PAHHUMM
OTANUNTENBHBIMUA CUMNTOMAMMU SIBASIOTCS 3NUAENTUYECKME MPUCTYMbI U 3AAEPXKKA peyn.!

OcobeHHOCTH KNMHMYECKHUX nposiBrneHuit y peteit ¢ HLJ12

MNauwent ¢ HWI2, 3 ropa Mauvent c HUM2, 5 net Mauuent c HLWI2, 8 ner Mauwment c HUN2, 11 ner

‘ CpepnHuit BO3paCT NOCTAHOBKM AMArHO3A .

1-2 ropa 2-4ropa 3-4ropa 4-5 net 5-6 net 7-8 ner 8-12 ner
3apepxka panHero Bnepsbie passusimecs Atakcus, TNekapcTeeHHo- Mepensuxenne Cnenota MpexpespemerHas
PeYeBoro pasBMTUs  HECMPOBOUMPOBAHHLIE — MPOrPeccHpylouas ycToitumsbie B MHBANMAHOM cmepTb

CYAOPOXHbIE NPUCTYMbI neMeHuMs, CYBOPOTH MHOKRIOHYC, Konscke/nauneHt
TAKXE BO3MOXHbI CHMXBHME (0t unocTs, AnCTOHMR, TPHKOBOH K nOCTENM
$ebpunbHeie cynoporm DBMraTenbHOM
YXYAWeEHUE 3peHns
yHKUMM

[Ba roga — C/IMLLKOM A0/NIo: paHHAS ANArHOCTUKa MMEET peLuatoLllee 3Ha4YeHne

B ol
P P F

anunenTUYeCcKMUe NpUCTynbl

3anepxKa paHHEro pe4Yesoro pasenTus'
*  TlosiBnenne cumntomos B Bospacte ot 2 1o 4 net.
- OﬂHMM M3 COMBIX PAHHUX CUMNTOMOB

* Yacr TCS reH e
acTto p CA reHep SBNAETCA 30AEPXKA PEUM.

TOHMKO-KJIOHUYECKME, MUOKSIOHUYECKHME UK

. 9 "
aTOHMUECKHE CYROPOTH. Y 83% peteit c 3Tum 3abonesaHnem

HabnoaaeTcs 3aAepXKa PaHHEro

Y ) "
AeTel YacTo AUATHOCTUPYIOT 3NMNEencHio, peuesoro passHTHs.

He NPOBOAA AANbHEMWMX UCCNEAOBAHMIA ANS
Uckniouenus anarHosa HLJ122.

HapyuweHne npon3sonbHbIX ABMKEHNIA'

< H i
Hapy P

© Onunent i n i
MMOKNOHYC.

© Ouctomus.

© MblweyHas cnacTMYHOCTb.

3apepxka B passutun?

©  30AepXKa 3TANOB PA3BUTHA.

HE xauTte notepu 3peHus, utobel nocrasnts amnardos HLJ12

HapyweHus no ganHeim 3314

« ®otonapokcusmanshiit otset (PMO) Ha Hapywenus no ganuueim MPT'
HuskouactotHyio (1-2 fu) putmuyeckyio © ATpodusi MO3XEUKA U rMNEPUHTEHCUBHOCTL
oroctumynsuuio (POC). T2 curnana 6enoro sewecTsa B
HuskouactotHoas (1-2 Mu) POC & 6onbwom NEPUBEHTPUKYNAPHBIX 30HAX
YMCIE CyHaeB UHAYLMPYET NosiBeHme rONOBHOrO MO3ra.
BLICOKOGMNAMTYAAHBIX 3ATHINOUHBIX CANKOB.

NPOBEAUTE OBCJEJOBAHME Ha HUJ2, kak Tonsko sameture JIIOBOM n3 atnx ¢ X p X np
He xaure: HyxHo MCKJTKOYUTb MITH NMOATBEPAMTE ANMATHO3 HLJ12 ¢ nomowybio
SH3MMOAMArHOCTUKM MIIM MOJIEKY IS PHO-T€HETUYECKOro QHAIM3A.

33T - anex pamma; POC - py MPT - MO - ¢ i oteet.




JNa6opatopHas guarHoctuka HLJ12 npocTta?

30510TbIM CTAHAAPTOM AUArHOCTUKM CYUTAIOT BbISIBJIEHWE HEOCTATOYHOM aKTMBHOCTH pepmeHTa TPP1 1
MAEHTUMKALMIO NATOrEHHbIX BAPMAHTOB B KaXAOM 3 anneneii rena CLN2/TPP1 (8 Tpanc-nonoxenmu)?.

Mpumensemas ana ouerku aktueroctn TPP1 MonekynspHo-reHeTH4yeCckoe TECTUPOBAHUE
SH3UMOAMATHOCTMKA, HAMPUMEDP METOA CYXOMN resa CLN2/TPP] sknioueHo 8o MHOME
kanau kposy (DBS), MoxeT umeTs anarHocTHyeckyio KOMMEPHYeCKM AOCTYMHbIE NAHENU reHoB Ha
LEHHOCT, €CNM €€ Pe3ynbTaThl CornacykTcs OCHOBE CMMNTOMOB (Hanpumep, anunencus)
¢ KnuHuyeckumu npuskakamu HUIT2 man u rpynnsl 3a6onesanuii (Hanpumep,
NOATBEPXAAIOTCA MONEKYNSPHBIM AHANU3OM?. HUI, NIBH)2

Anroputm guarHoctuku HLL/122

KNMMHUYECKUE NPOABJIEHNA

RpuETynLI, KoTOPBIM
P P paseurua
Pexe: araxcwa /N 39REPXK/OCTAHOSKA PasBHTHS.

Matonoruyeckue uamenenus Ha 330
33T ¢ nposenenem HuskouacrotHoii (1-2 M) POC
y i a py T passuris
Hun2 D i

NOOO3PEHUE HA NOAO3PEHME NOAO3PEHME HA

TEHETUYECKME HA HLLT2* 3ABOJIEBAHME
TIPUYMHBI Toer axmmanocrn U3 TPYMMbI
SMUMENCHM* $epuenta TPPI! HLLT*
Ha6op Iy ,
recros, noRéupaeMuix renerueckoe T
o et cfporrTrar

wnw Goneann uepowanim
S nunodycumnozom (HLL)

WacnepcTaeHHbIX. CxpuumHroBsie TecTsl Ha
anunencui) aKTuBHOCTE hepmenta
TPP1/PPT1!

ONATHOCTUYECKME TECTbI 119 3ABOSIEBAHMS HLI2
TPP1 & neit +
TlaToreHHbIC BAPHANHTEI B KaX/AOM U3 anneneii
rena CLN2/TPP1*

LOWATHO3 HL2 NOATBEPXKAEH

Mo marepuanam Fietz ef al. 2016
*Moryr (MPT ronosworo moara, OKT, 3B, 3P, DA, SM-6uoncus). 'Aktuanocrs bepmenta TPP1 moxHo MamepuTs B 06pa3LaX OnpeaenenHsix
TMNOB, HANPUMEP MeTOROM CyXOi kannu kposu. MMpi onpeenenu akTuarocTH TPPT noneswo ouenmbats Takxe akTHeHocTs pepmenta PPT] (HLU 1 tuna). ‘Ouenxa akruenoctn depmenta TPPT ¢ nomowisio
06pa3uOB APYTHX THNOB MOXET TaKXE CNOCOBETEOBATS NOCTAHOBKS AUATHO3C.

< naweneii renos, nnn

[Hns nckniovenms HUJ12 cnepyet ncnonszosars MeTogsl
bepMeHTHOM 1/ MM MoneKynspHO-reHeTMYeCKO AMArHOCTUKM®.

HononnutenbHas uHopmaumsa o HUJI12 Ha caitte CLN2connection.ru

?r- E El pamma; DA - < POC - py TIBH - Gonesns
MPT - HLU - e i i ocT- p PPTI - 1 p: ; 3BM-

IPHTENHO BHIIBAHHSIE NOTEHUMAN

Merounmin: 1 Williams RE, ef al. Pediatr Neurol. 2017:69:102-112. 2. Fietz M et al. Mol Genet Melab. 2016;119:160-167. 3. Nickel M et al. Lancet Child Adolesc Health. 2018;2(8):582-590.

4. Specchio N, ef al. Epilepsia. 2017;58(8):1380-1388.

www.CLN2connection.ru
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MrIC VI
(CMHOPOM MAPOTO-JTAMW)

CMMIMTOMBbI,
XAPAKTEPHBIE
LN MIC VI

TyronoaBuXHOCTb
cycTaBoB®

CwuHgpom
3ansicTHOro
kaHana'

HepocTtatoyHocTb
depmeHTa:
N-aueTun-
ranakro3amvH-4-
cynbdarasbl
(apuncynbda-
Tasbl B)

C/MTIOMBI, OBLUNE
[N OBOVIX 3ABOJIEBAHUI

lonoBa
[pybble YepTbl NuLa
AHomanuu 3y6os?®

Masa
MomyTHeHWe porosuLb’
CHWXKeHne OCTPOTbI 3peHusi>?

JNOP-opraHbI
Peunaunsupytowme nHdekumn’
CHwxeHune cnyxa®

Cepaue
3aboneBaHus knanaHoB

cepaua’

HepBHasa cuctema
HecTtabunbHocTb
wenHoro otaena
NMO3BOHOYHMKa?3

Oucnnasms
3y6oBuAHOro
oTpocTka?®

OpraHbl AbixaHus
MosTopsiowmecs nHgekumnn?
O6CTpyKUUM
OblxaTerbHbIX nyTein’*

HapyweHus ckeneta
[edopmaums kocTeir®,
NopaXxeHusi CycTaBoB??,

HWU3KUiA pocT’,
MHOXECTBEHHbIN AN30CTO3'

CUMMTOMBI,
XAPAKTEPHbIE
Ong MNC IVA

403

MrIC IVA
(CMHOPOM MOPKMO A)

BblpaxeHHasn
ckeneTHas gucnnasus’

[Oucnnasuns
3yboBumaHoro otpocTtka’

CnabocTb CBSI304HOIO
annaparta 3anscrbs’

HepocTtaTovHOCTb
depmeHTa:
N-aueTtun-
ranakTro3amuH-6-
cynbgaTasbl

MNP MNOOO3PEHNN HA MYKOTOJNIMCAXAPUOO03 HAMNPABBLTE MALIMEHTA K BPAYY-TEHETUKY

TNurepatypa: 1. Cimaz R et al. Pediat Rheumatol 2009; 7:18. 2. Wood TC et al. J Inherit Metab Dis 2013; 36:293-307. 3. Giugliani R et al. Pediatrics 2007; 120:405-418.

4. Hendriksz CJ et al. J Inherit Metab Dis 2013; 36:309-322.
EU/MPS/1130 Mait 2020
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HALUW NAPTHEPbDI

/2,

OAPMALEBTUYECKWNE
N BUOTEXHOJIOIMMYECKUE
KOMMAHUU

Mbi paboTaem ¢ uHHOBaTOpamm
B 0611aCTAX OHKONOTUK,
rematooriu, HeBpoJOruK,
3HA0KPUHONOTUM, UMMYHONIOT UM,
Kapauonorui u MHOrux apyrux

=5

NAUMEHTCKUNE
OPTAHU3ALIA

CoBMECTHO C NaLMEHTCKUMK
OpraHu3aLnAMY Mbl CTPEMUMCA
K TOMY, YT06bI KaX bl NaLMeHT
nonyyan Heobxoaumoe emy,
COBPEMEHHOE NeYeHue

Poccuiickaa ®epepauua
000 ®APMAMOH0

115714, Mocksa, yn. llepbexesckan, 11
Ten:+7 495098 0188

(+)

MEOVNUMHCKUE
YYPEXOEHUA
N ATNTEKU

Mbi paboTaem ¢ coTpyaHUKaMK
31paBOOXPaHEHUA NO BCEMY MUPY,
yT06b1 3P PEKTUBHbIE pa3paboTKu
CTaHOBMAMCH OCTYNHbIMM

B KaX[10/ CTPaHe W B KaX0M PermoHe

NMPOPECCNOHAJIbHbIE
COOBLLUECTBA

B napTHepcTBe ¢ HaUMOHANbHBIMK

1 MEXyHapoaHbIMMU NPOGECCHOHANBHBIMM
MeAMLMHCKUMY co06LLIecTBaMM Mbl
CTPEMUMCA ClieNnaTh nepejioBble
WHHOBALIMOHHbIE METO/Ibl IEYEHUA
06LLenocTyNHbIMK ALNA Bpaveil

SWITZERLAND

Corporate Head Quarters

Piazza Independenza 3b, Chiasso, Switzerland
Tel. +41916976370 | Fax +41916976399
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«SIHcceH», nogpa3penerve dapMaLeBTUYeCKUX TOBapoB
000 «[>xoHcoH & [I>KoHCOH>»

121614, MockBa, yn. Kpbinatckas, g. 17, kopn. 2
Ten. +74957558357
dakc +74957558358

www.janssen.com/russia

O Janssen, papMaueBTUHECKUX KOMMNaHuax Johnson & Johnson

B Janssen Mbl co3gaem byayuiee, rae 3a60s1eBaHNA OCTaHYTCA B MPOLUIOM. Mbl
— ¢dapmaueBTnyeckme komnaHmm Johnson & Johnson, 1 Mbl He Xaneem cuJ,
yTobbI 3TO HyAyllee CTasIo peasibHOCTbIO A1 MALUMEHTOB MO BCEMY MUPY. Mbl
nobexxgaem 3abosieBaHMA NepegoBbIMU OTKPbITUAMMK HayKK. M306peTaeM, Kak
NOMOYb TEM, KTO HY>XKA3eTCsi B noMoLu. Micuenaem 6e3HageXXHOCTb YesioBeye-
CKUM TEenJioMm.

MbI paboTaem B Tex 061aCTAX MeAULMHbI, TAE MOXEM MpUHeCTN boblue BCero
nosib3bl: CepAeYHO-COCYAMCTble 3abosieBaHWS, MMMYHOOMOCPeOBaHHbIe
336on1eBaHMA M HapyweHus obMeHa BelecTB, MHOEKLNOHHbIE 60s1Ie3HN 1
BaKLUWHbI, 3a60/1€BaHNA LLEeHTPA/IbHOW HEPBHOM CUCTEMbI, OHKOIOTUSA, S1eroy-
HasA apTepuasibHasa rnMnepTeH3ns.

Y3HanTe 60/1bLUe Ha janssen.com

MoanucbiBanTeck: twitter.com/JanssenGlobal.

000 «[oHcoH & [>koHcoH» B Janssen Pharmaceutical Companies,
Johnson & Johnson.



PTC

{ THERAPEUTICS A,

KPUTEPVIN CKPUHHIA HA AEONLINT AADC
(AEDVILIAT AEKAPBOKCIAA3BI APOMATUHECKMX L-AMHOKCAOT)

«KpacHble paarm» aepuumnta AADC:

«KPACHBbIE ®AAT U» _
CO CTOPOHbI LEHTPAABHOU
HEPBHOU CUCTEMbI

ABuUrateAbHble HapyLueHus'

D 3aaepiKKa MOTOPHOro pa3BuTua™?

3-4 mecaua  6-9 mecaues 10-12 mecaues |1-I5 mecsaues

X X X X

He aepxut He cuaunt He ctout He xoaut
roAoBy

MbiWweyHas rMNoToHuA
(FAaBHBIM 06pPa30M MbILLLL KOpRyca)

I'MnepToHyc (TAaBHbIM 06pa3oM MbILLL, KOHEYHOCTeMH)
ABuUraTteAbHble pacCTponcTBa

OKYAOTrMpHbBIN KpU3
(ABYCTOPOHHAA A€BMaLUA rAas)

3aAepXKKa KOTHUTUBHOTO Pa3BUTUSA
3aAep)KKa pa3BUTHA peun
MnokunHesus

AuctoHusa

CMMﬂTOMbI, nvo6the CMMNTOMaM Npu aytusme

O I e

SnuAaenTuyeckne npuctynsbl

«KPACHbIE ®AATU» .
CO CTOPOHbI BETETATUBHOMU
HEPBHOU CUNCTEMbI U AP.

BeretatuBHasn HepBHasnA cuctema'

Mro3
3aA0XKEHHOCTb HOCa

N36biTOUHOE NOTOOTACAECHUE

L]
[
[
D HecTtabuAbHOCTb TeMnepaTypbl TeAa
D MAakcuBoCTb/pasapaxuTeAbHOCTb?
D MnoTeH3us (opTocTaTuueckas)

D HapyweHus cepaeuHoro putma

D Awapes

HapyweHue cHa

Apyrve npMsHaKv 1 CUMNTOMbI'

[

Mpo6AeMbl ¢ KOpMAeHHEM/TAOTaHUEM

lacTpoMHTeCTUHaABHBIN pedAtoKC

D CHuXXeHne NprubaBKM Macchl TeAa
M OTCTaBaHWe B pocTe

Mnoraukemus

He nponyctute ocHoeHble cumnTombl aedpuumnta AADC, Takme Kak: 3aA€PIKKA ABUFaTeAbHOro

HABAIOAEHMUE

Pa3sBUTUSA, MbILLEYHaA FTMMNOTOHUA/TUMEPTOHYC NPU OTCYTCTBUM CTPYKTYPHbBIX
aHomaAui Ha MPT/33r. Aeduumt AADC caeAyeT UCKAIOUMTb Y MaLMEHTOB

¢ noposperuem Ha ALIM, anuaencuto, ayTUsm, MUTOXOHAPHaAbHbIE 3a60AeBaHMS.'

b AADC?

Mogosp y

g

¢
UCCAEAOBAHME  [MossonuTe no Homepy ropsueit avhun 8 800 100 17 60
1 3aKaxuTe GecriaaTHoe AabopaTopHoe MccaeaoBaHmne. HauHuTe AeicTBOBaTh celfuac!

@ KOHCYAbBTALIMA  HesaMeAAUTEABHO HampaBbTe MALUEHTA K ACTCKOMY HEBPOAOTY AW F€HETHUKY.

AL — AeTckuit uepe6parbHsiit napauy; MPT — MarHUTHO-pe3oHaHcHas Tomorpadus; DT — 3neKTposHUedarorpadms.

1. Wassenberg T., et al. Orphanet | Rare Dis. 2017;12(1):12. 2. Denver Il Developmental Milestone Chart. AoctynHo no cceiake: https://www.ccmedical.org/forms/1428352937_171971.
pdf (aata aocTyna: March 2021). 3. Hwu WL, et al. JIMD Rep. 2018;40:1—6. 4. Lee HF, et al. Eur | Paediatr Neurol. 2009;13(2):135-140; 5. Li W., Lee MS. Dried Blood Spots: Application

and Techniques. Published: John Wiley & Sons, 2014, p. 21-31.

Norotin PTC ssAReTCA TOBIPHBIM 3Hakom komnaruw «TWTCH Tepansiotukey (PTC Therapeutics).
© «[MUTHCH TepanbioTuce, 2021. Bee npasa saumuensi.
MaTepuan NPeAHa3H4EH TOALKO AAR CMELMAAHCTOB 3APABOOXPAHEHMA.

BecnAaTHbiii TeAe:OH CAYXBbi MAMLIMHCKO# MHopMaLmu PTC Therapeutics: 8 800 551 03 97 uau 3A. noura: medinfo@ptcbio.com
00O «I1WTuCh Tepansiotukey, 123112, Mocksa, Mpeckenckas HabepexHas, 12, stax 46, 0. |

RU-AADC-0201 | Okrs6pb 2021.




Uckaroumnte poedpuunt AADC!

MO BOMPOCAM BECMNAATHOM AABOPATOPHOM
ANATHOCTUKUN AEONUMNTA AADC OBPATUTECH
HA FTOPAYYIO AUHUIKO MO TEAEDOHY"

8 800 100 17 60

TexHMKa NPUrOTOBAEHUSI CYXUX MATEH KPOBU®

I. Cobepute BeHO3HYIO KpOBb B Mpobupky ¢ DATA, akKypaTHO MepeMmeLlaiTe MEAAEHHBIM
nepeBopayMBaHMeM NpobUpKu

2. HaHecuTe KanAio KpOBM NMpY MOMOLLM MUMETKM Ha KaXKAbI KPYT Ha GUABTP-KapTe.
Kpyru AOAXHbI 6bITb 3aMOAHEHbI MOAHOCTbIO M MPOMUTaHbl HACKBO3b

3. AaiiTe KPOBM MOAHOCTbBIO BbICOXHYTb, AEPXKa PUABTP-KapTy Ha YUCTOM CyXOW MOBEPXHOCTU
MpU KOMHAaTHOM TeMrepaType B TeyeHWe YeTbipex YacoB. He noasepraiite obpasely,
HarpeBy M MPsIMOMY MOMaAAHUIO COAHEYHBIX Ayyeit

4. OG6paseL, KPOBU He AOAKEH COMPUKACATLCS C FPS3HOM MOBEPXHOCTBIO M 0bpasLaMm
APYrUX MaLueHTOB

5. VY6eauTech, UTO KpOBb BbICOXAA MOAHOCTBIO, YNaKyiTe obpaseL, B 6yMaXkHbIi KOHBEPT MAU
B UMCTbIN aliA U NepeaaiTe Kypbepy BMECTe C CONMPOBOAUTEABHOM AOKYMeHTaLmeln

Tak>ke BO3MOXKHA omnpaska LieAbHOM KpoBU AU MOYMU
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DATA — 3TUAEHAMAMUHTETpPaaLeTaT.

*lopsAvas AUHKA MpeAHasHauYeHa TOABKO AASI CMELMAAMCTOB 3APaBOOXPAHEHMS!
Bpems paboTel ropsuen AMHmm: no pabounm aHsm ¢ 9:00 oo 18:00 no MockoBckoMy BpeMeHy.



UccnedosaHue KOK
Moxcem bbimb K/TI0HOM K

NPABUJIBHOMY

duaaHo3y

Y pebéHka 3adepixicKa 8 MOmMopHOM pazsumuu?
Onpedenume yposeHo KOK ce200HA

MBILUEYHAS SUCTPO@NA JIOLIEHHA (MAJ) - 310 O4HA U3 HAMBOJIEE PACTIPOCTPAHEHHBIX
W TAMENbIX ®OPM MbILIEYHON AUCTPOOUN Y JETEN":

« MIN BcTpevaeTca npumepHo Y oaHoro u3 3600-6000 1BOPOHKAEHHbIX MaNbUMKOB'.

« ML xapaxTepu3yeTcA nporpeccupyloLLed AereHepaLyiei MbILLEUHOM TKaHW U MPUBOZMT K NOTEPE CMIOCOBHOCTY CAMOCTOSTENIBHO XOMUTb, AbIXATE/IbHOM 1 CEPEUHOi
HE[JOCTATOUHOCTH 1, KaK CTIEAICTBYE, K MPEIKAEBPEMEHHOI CcMepTh'#S,

MAA - X-CUENNEHHOE 3ABONIEBAHHE, BOIHUKAIOLUEE B PE3YJIbTATE MYTALIUW B TEHE IUCTPO®HHA®

« MI1]] Bo3HUKaeT B pesynbTate AW, AYNIMKaLMi Wiv TOHEUHbIX MyTaLY B reHe, KOAMPYIOLLEM AUCTPOGUH — BarKHbIi KOMTOHEHT MeM6PaHbl MbILLIEYHO0 BOMOKHa™
o MyTauwm B reHe AVCTpodMHa NPUBOSAT K SEULUMTY WM CHIMEHVIO AKTMBHOCTU MCTROGMHA®
370, B CBOI0 04ePE/b, BEJET K aKTVBHOMY NoOBP 603y M HMPOBOV AUCTPOGUM MbILLEYHOIA TKaHN®
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B TeueHme nepBbix 3 IeT 3N Y feTeit Kospacty 5 ner Habniogaetca B Bospacre 10-12 ner K 15 rogam MHorum navy Mpory
¢ M[I[] oT™evaloTcA 3aMeTHble KpynHoii 70% pereii TepaiT TpebyeTcA HeuHBasuBHan €0 CTOPOHbI [ibIXTENbHOM 1 (W)
W MeNKoii MUTHDVIW\H crabocs’ CnocoBHocTb nepeasurarbCa BEHTWNIALNA NErKux CEDJJIE‘{HO-CUCyJJIVIETUﬁ CUCTEMBI
camocToATenbHo® B HOYHOR BpeMA’ MPUBOZAT K cMepT'2?

PAHHAA AUATHOCTHKA MOMKET Y/TYYLUMTb HCXOAb! 3ABOJIEBAHNA"

+ PagpylueHHyio MblLUEYHYIO TKaHb = PaHHAA AuarHoCTUKa No3BonAeT nofjobpat = MeAMarpbl MrpaloT BarkHyko POfib, NOCKOMbY MMEHHO OHI MOTYT 3aMETUT MiepBble
BOCCTAHOBWTb HEBO3MOMKHD' " KOpPEKTHYI0 Tepanvio v yxon'"! MpM3HAKY HEPBHO-MbILLIEYHOrD 3a6onesanus’”

CBOEBPEMEHHAA TOYHAA AHATHOCTHKA 103BOJIAET MAUMEHTAM W MX CEMbAM N0/1YYATb HEOBXOAHMYH0 NOMOLLb H MOALEPHKY BOBPEMA!"* "

Werounwwn: 1. van Ruiten HJ, et al Arch Dis Child. 201499-107~1077. 2. Bimkrant D, et al. Lancet Neurol. 2018;17:251~267. 3. Bushby K. et al. Lancet Neurol. 2010:77-93. 4. McDonald CM, et al. Muscle Nerve. 2013;48:363-356. 5. Goemans N, et al. Eur Neurol Rev.
20149:78-82. 6. Amato AA and Brown RH Jr. Muscular Dystrophies and other muscle diseases. In: Kasper DL, Fauci AS, Hauser SL, et al, eds., Harrison’s Principles of Intemal Medicine, 19th Ed. 7. Blake DJ, et al. Physiol Rev. 2002:82:291-329. 8. Mendell R, Lloyd-Puryear
M. Muscle Nerve. 2013:48:21~26. 9. van Dommelen P. et al. Oev med Child Neurol. 2020; doi: 10.1111/dmen. 14623. 10, Laing NG, et al. Clin Biochem Rev. 2011:32:129-136. 11. Noritz GH, et al. Pediatrics. 2013;131:¢2016-e2027. 12. Bimkrant DJ, et al. Lancet Neurol.

/ THERAPEUTICS 4. 2018;17-445-455. 13. McDonald CM, Fowler WM. Phys Med Rehabil Clin N Am. 2012,23:475-493.

[lava cospanw: Anpen 2022 | RU-DMD-0202



JAN0L03PHUTb 3ABONIEBAHHE'

KIMHHYECKHE PH3HAKH M CHMITTOMbI MAA

o o

® & gl

0—6 MecAues 6—18 mecaues 2-3 ropa
* He KOHTpONMpyeT ABuHEHNA * He MOMeT CUEETb CaMOCTOATENbHO * CumnTom osepca ¢ 2 net’
L T0/10B0¥ B 2 MecAua®’ 8 9 MecAues™ * He xonur yBepeHo B 2 rofa
E * He rynur B & Mecsua’ * He Moxer nonsarb K 9-15 Mecalam? (XomuT Ha LpinoyKax)”
g * He MoreT XBatatb WM CiMaTb * He npovsHocuT nepabix cnos K 12 * He ymeer npbirats B 2 roga’
= MPeAMETHI K 6 MecALam? MecrLaM’ * C TpynoM Geraer uiu nogHuMaeTca
= * He MorKeT nepeBopaumBaThCA * C TpynoM NoSHMMAETCA Ha Horv 10 flecTHue B 3 roga’
v K 6 MecALaM®® K 18 Mecauam®’ * He pasroBapvBaer npeiomeHnAMA
* Mnoxo xoauT K 16-18 MecaLam*6¢ 8 3 roga’

[lpyrue NPU3HaKu U CHMNTOMBI
« loBbllueHHbIf YpoBEHb « 3ajepiKa passutua [uneptpodma « Hapywetus « Yacrble napexma®

KOK wm TpaHcaMuHas — KOTHWTMBHBIX GYHKUMA®  MKPOHOMKHBIX MbiLLIL| noxogxiu®
B CbIBOpOTKE KpoBu™"" roneHei®"

1IPH NOZ03PEHHH HA MAJA CNIEQYET MPOBECTH TECT HA KOK

OTATOLLEHHBIA CEMEHHbIF AHAMHE3 SATIEPHKA PA3BUTHA, HANPUMEP,
C M10J103PEHUEM HA HAPYILIEHUE TPYIHOCTW NP BCTABAHMM WA
OYHKLMA MblLLILI HEBO3MOKHOCTb XO/IMTb K 18 MECALIAM* &

NPOBEPUTH YPOBEHD KOK

NIOBbILIEHHbIE YPOBEHb KOK* (>250 Efl/n) YPOBEHb KOK B HOPME*

MAUMEHTOB, Y KOTOPBIX OCTUTHYTbI HE BCE 3TAMbI MOTOPHOTO
EIVET HEMETIEHHO OBPATHTI HEBPOJIOTY WM TEHETHK! PAJBHTHA, CAEVET HATPABTATS K HEBPOAOTY

HopmansHelil unu crezka nossituenHsiil yposers KOK He Ucknio4aem Hanuue HepeHo-MblleyHo20 3a6onesaHus’.

HEOBBACHWMOE NOBBILLIEHWUE YPOBHA
TPAHCAMUHA3®

JIABOPATOPHOE UCCTENOBAHHE

PAHHAA IMATHOCTUKA UMEET BAMKHOE 3HAYEHUE

CaoeapemerHoe feveHLe Mocem 3aMednume
npozpeccuposaHue 3a60/1e8aHUA
U paseumue ocONCHeHUI "

HoHcynemayus eexemuros
npu NIGHUPOBTHUL CeMbU™

NEYEHUE

B cnyuae noebiwenna KOK 6onee 1000 E[/n y nauneHTOB My*CKOro nona, Heo6XxoAMMO BbINONHUTE FEHETUYECKOE TecTUpOoBaHWe Ha M.

[nna 3akasa 6ecnnatHoi guarHoctuku MO o6patuteck no TenedoHy ropsyer nuHum 8 (800) 100 17 60™

- * Hopwanstii Fanason skt KOK oo coctasnser o 250 e/, ABCOMOTHIE SHa4eHA MoryT DASTSATLCA B Dk naBopaTopusic® **Bpenn paBorsiropaeli v B Gyive £ ¢ 9 70 18 10 MOCHOBCHOM BpeMertn
Herounmkn: 1. Bimkrant DJ, et o, Lancet Neurol 2018;17:445-455. 2. Noritz GH, et l Peditrcs. 2013;13T:¢2016-£2027. 3. Centrs for Disease Control and Prevention. Developmental milestones. Avalabe a:htps:www.cde gov! nebdddactearly/
) plichecklistall_checliss pf [Accessed June 2020] . Lurio J, et al Am Fom Physician. 20159138~k 5. van Dommelen .t . Dev med Child Neurol 202 doi: 10.1111/dmen.14623. 6. Naional Task Forc fr Ealy Identificaionof Chihood
/ THERAPEUTICS Neuromuscular Disorders. Child Muscle Weakness. 2019. Avaiabl at: chidmuscleweakness org Accessed January 2020] 7. Ciafaloni E, et alJ Peatr. 2009;155:380-385. 8. Bimbant D, et al. Lance Neural 2018:17:251-267. 9. Parsons EP, et ol
Eur J Paeditr Neurol 20048:145-153. 10. Arich , et al Neurapedatrcs. 2019%:50:41-45. 1. Countermn KJ, et of. Muscle Nerve. 2020:61:36. 12. Aartsma-Rus A, et ol J Pediatr. 2019:2014:305-313.14. 13. van Ruiten K, e . Arch Dis Chd
2016:99:1074-1077. 16, WHO Mulicentre Growth Reference Stuy Group. Acta Paediatr Suppl. 2006:450:86-95. 15. Lang NG, et al Cli Biochem Rev. 2011:32:129-13,

sonpocas 10 nowanyicra, oGpausaitecsno Tenegony: 8 800 51 03 97 wit wa nowry: medlfo@ptcbiocom
Bce npasa a soGparennn n Torpagu npwanewar PIC Therapeutics

leracospani: Anpens 2022 Tlororan PTC sensercs Toprosoi wapiit PTC Therapeutics/© 2022 PTC Therapeutics. B npasa 3aupness,

RU-DMD-0202 000 “TITuCH Tepansiornec” 123112, Mociea, Mpecencen Habepenonan 12, 31ak kb, o 1 om0



CraHumsa aBToma- OHK-amnnnownka- OHK-amnnnowuka- PeakTuBbl n

TUYECKOro Bblae- Top GeneExplorer TOp GeneExplorer pacxogHble
NEHNS N OYUCTKM GE-96S, 96 X 0,2 GE-96G, rpagu- mMaTtepuansl ons
HK GenePure Pro MJ1, BYR6632E, EeHTHbIN 96 X 0,2 npoBeaeHns
NPA-32P, Bioer Bioer mn. BYR6617E, anekTpodopesa,
Bioer Servicebio

nupP B PEAJIbHOM BPEMEHU

OHK-amnnndukaTop B «peanbHOM BpeMEHW», 6 KaHasoB,
96x0,2 mn, QuantGene 9600, FQD-96C(EA6), Bioer.

Isothermal Amplification
High-risk HPV13: FAM (Green)
High-risk HPV16: CY5 (Red)
High-risk HPV18: ROX (Yellow)
ISTD: VIC (Blue)

Mogpenb FQD-96C
TepmoGnok PaarieTer (C nomoORO. Bos bk
0O6bem peakuumn 10-100 mkn
AnHaMmunyeckunii ananasoH 10 nopsakos
Yucno kaHanoB geTekuum 5

Kanan 1 FAM, SYBR Green |
Kanan 2 VIC, HEX, TET, JOE
Kanan 3 ROX, TEXAS-RED
Kanan 4 Cy5, Quasar-670
Kanan 5 Cy5.5, Quasar-705
Anana3oH Temneparyp 4-99,9C
To4yHOCTb TEMNEpaTypbl <0,1C
gﬁ:xmepuocn TemMmnepartypbl Nno +0,3C

PYCMEOTOPI Mocksa, 129327, Poccusi, Mocksa, yn. JleHckas, 4. 2/21
é 'u' nsk@rmedtorg.ru, + 7 (966) 372 55 03,

+7(966) 372 00 16, www.rmedtorg.ru



A PYCMEATOPT

Komnanua «PYCMEATOPI» okasbiBaeT KOHCYJibTaLMM NO OCHALLLEHUIO
nabopaTtopuii n ocyLiecTBngeT noa6op o60pyaoBaHUS NOA, Liesin 3aKa3uuKa.

OcHaweHue na6opartopuwm MNLUP O6wenabopaTopHoe o0opyanoBaHue
AmMnnndukaTopsl; LleHTpudyrn nabopaTopHsble;
MLP 6okcbl; MarHuTHble MeLanku;
MwukpoueHTpnodyrm; Bechbl n Ph-meTpbl;
CnekTpodOoTOMETPSI; Onctunnatopbl 1abopaTopHbIE;
O6opynoBaHue ansa anektpodopesa TepmocTaTbl TBEPAOTENbHbIE;
1 neTekumu; XpomaTtorpadus.

PeareHTtbl n nnactuk ans MUP.

KnetouHas naGopaTtopus

OcHaweHue UPA nabopaTtopum
Cpepnbl KynbTypasbHble, [o6aBKu,

MpombiBaTENN NNAHLWET (BOLLEPDI) U pacTBOpbLI;

acnmpaTopbl; CbIBOPOTKM KPOBWU;

N®A aHanuzaTopsl; KynbTypanbHbIn NNacTuk;
lMnaHLWweTHbIE LWelikepbl; CYeT4mKN KNeToK;
MnaHweTsbl ana DA, Mwuikpockoribl;
Jlo3mnpoBaHme XNOKoCTen n KpunokoHcepBaums.

NMUNeToYHbIe J,03aTophbl;
dnakoHbl AyCneHcepsbl;
HakoHe4HWKN ans 4o3aTopos;
Cepornoruyeckme nuneTku;
Munetkn MNacTepa.

Mpuno6opsbl n Bce HeoObxoaumoe ans NUP

BbIAEJIEHUE OHK/PHK
TpaHcuntoMmnHa- BepTukanbHbIf lopu3oHTanbHas CtaHumsa aBToma-
Top YO UVT-02S, anekTpodopes dopesHasn TWUYECKOro Bblae-
Biobase BK-VETO1, kamepa, SVL-2, NIEHNS N OQ4YNCTKUN
Biobase Servicebio HK GenePure Pro

NPA-96, Bioer



NGS4+WIZARD

by GENOMENAL

NGS Wizard Ha nnatchopme Genomenal —

nporpaMMHoe obecneyeHue ans 06paboTkm

M nHTepnpeTaunuy gaHHbix JHK yenoeka, nonyyYeHHbIx

Ha Pa3NNYHbIX MOLENAX CeKBEHATOPOB U MUKPOYMMOB.
TexHONOrmMa NO3BONSET M3BNEKATb MAaKCUMYM aKTyasbHON
1 OCTOBEPHOM MHGOPMaLIMW AN MHTEPNPEeTaL MM AaHHbIX
reHeTMYeCcKoro TeCTMpoBaHMs 6e3 NpuBIeYeHns
npogeccrMoHanbHbix BUOMHEOPMATHKOB.

NGS Wizard pa3paboTaH B COTPYyAHMYECTBE C BpayYamu

N YYEHbIMK C Y4ETOM PEKOMEHAALIMI LLMPOKOro Kpyra
cneumanncToB. AHanM3 faHHbIX FeHETUYECKOr0
TECTMPOBAHMS MOMOraeT Bpayy-reHeTuKy B pelleHnm 3a4ay
NepcoHann3npPoOBaHHON MeAULIMHbI: MOCTAaHOBKE TOYHOMO
AnarHo3a, Bbibope 3hpekTUBHOM TAKTUKM NledeHms.

Yre cerogHsa NGS Wizard ncnonb3yetcs KpynHenwmmm
POCCUMINCKMMMN KOMMAHUSAMY, 3aHUMAIOLLIMMNCS MeAULIMHCKON
reHeTVKON, B TOM Yncie nabopaTopHbIMKU UCCNefoBaHUAMM
reHoMa YesoBeka.

MHorme Hay4Hble MHCTUTYTbI, 3aHNUMAOLLMECH FEHETUKOM
yenoeka mncnonb3ytoT NGS Wizard gns cBomx Hay4HbIX
mccnenoBaHuin,

MeanUMHCKME LLeHTpPbI, CNeumanm3npyowwmnecs Ha NoMoLLm
OHKONOrMyeckmuM 6onbHbIM, ncnonb3ytoT NGS Wizard ans
nccnefoBaHMs 06pasLoB OMyXoneBbiX TKaHEN.

NGS Wizard 3aperucrpuposaH
B €1IHOM PeecTpe POCCUINCKOro
NporpaMMHoro obecrneyeHus.

3anuco B peectpe N213178 ot 11.04.2022
https://reestr.digital.gov.ru/reestr/678107/

genomenal.ru




NOVEL

000 «Hosble MporpaMMHbie CcTEMbI»

info@novel-soft.com
+7 3833321676

r. HoBocmbupck, 630090,
np-T Akagemuka JlaBpeHTbeBa, 6
ochuc 222

Novel Software Systems [NOVEL) — nHHoBauMOHHas
GMOTEXHOJ'IOFVI‘-IECKaﬂ KOMMaHU4, Mbl 06'be,D,VIHF|EM 3HaHUA
B MOHEKyJ'IﬂpHOI‘/‘I 6VIOHOFVIVI n MmegumumHe C TeXxHoaormamMm
aHanun3a JaHHbIX.

NGS4+WIZARD’

MporpaMMHoe o6ecneyeHmne ans o6paboTku,
QHHOTALMU U UHTEPMPEeTaLMUN JaHHbIX
NGS yenoBeka

BORMENTAL

IT-nHppacTpyKTypa C MCKYCCTBEHHbIM
VHTENNIeKTOM ANs aHannsa 6MoMeANLIMHCKUX
n3ob6paxxeHnn

ONQUETA

Lincposoe peLueHue ans BbisiBneHNUs
niofen € BbICOKMM OHKOJIOFMYECKUM PUCKOM
[N fanbHeNLero reHeTMYeCcKoro TeCTMPoBaHNS

FEHOKAPTA

3NeKTPOHHAs Hay4YHO-NonynspHas
3HLUMKNIONe NS NO reHeTMKe YenoBeka
Ha PYCCKOM 5i3blKe

genokarta.ru

novel-soft.ru




N/

Buonabmukc®

——— Swabs
—— Blood
— Cells

—— Tissues

YMHaga nuHenka sbigeneHua OHK
>Bbonblion Anana3oH o6pa3L.oB

> Bbicokuu Bbixoa OHK

HoBocu6upck Mocksa
w/a: +7 (905) 951-07-48 w/a: +7 (962) 828-27-96
odwuc: +7 (383) 36322 40 e-mail: moscow®@biolabmix.ru

e-mail: sales@biolabmix.ru

W AMnnudukaumsa

Ha N60M BKYC

> N3oTepMunyeckasa amnnmpukauma
> Knaccuyeckasa MNLUP
> AMNnnoukKaums B peanbHOM BpEMEHMU

> OT-MNUP ogHowarosbiM METO40M

>MNUP anvHHBIX GparMeHToB

CaHkT-lMeTepbypr
w/a: +7 (969) 206-86-55
e-mail: spb@biolabmix.ru



N/

Buonabmukc®

Pa3paboTka 1 npon3soacTBo KOMNoHeHToB Ans MNMLUP-agnarHocTmku
1 MONeKynsapHO-6MONOrMyecknx nccneaoBaHnm

Haéopbl gns
BbloeneHus
OHK/PHK

U3oTepMunueckas
amnnuéukaums @

- Mnatpopma _
SN f ONS CUHTE3d B
HyKneoTugbl j MPHK AMUAMUTDI

5

BIOSAN

PeareHTbl ans MLP 1 MonekynspHon 6uonorum

30 JIET

CTA6UNbHO BbICOKOrO Ka4yecTBa

» CTtaHpapTHble HykneosmnaTpudocodaTtsl ANTP
» MoanouumpoBaHHbie Hykneo3naTpudocodaThl
» PepMeHTbI ANA MoNeKynspHon 61onorum

» VIMMYHOXMMWYECKME PEAKTMBLI M aHTUTENA

biosan'nSk ru OO0 BMOCAH: Hosocubupck, yn. kxeHepHas, 28

) ) T/d: +7 (383) 363-22-40, e-mail: svt@biolabmix.ru
AMEKTPOHHbIV 3aKa3 Ha CanTe



000 «ATIU»

Monoaan, akTUBHO Pa3BMBAIOLLLAACA KOMMNaHUA,
cneuuanmsmpyroLWwanca Ha NpeaocTaBieHMn 06opyaoBaHus,
peareHTOB U pelieHul B 061aCTN reHeTUKU, MONIEKYNAPHOMN

6uonormu, MuKkpobuonorum, natonorumn
M MOJIEKYNAPHO AUArHOCTUKMU

** Mbl sBnsiemcsa oduuManbHbIM NpeacTaBuTeIeM KoMNaHum-
Npouv3BOAUTENEN NEPEenOBbIX PeLleHU
N BbICOKOTEXHOJIOTMYHOro obopyaoBaHusa B o6i1actu
reHOMWKM, MPOTEOMMKM U MONEKYIAPHON Buonormm

< OcyuwecTensem noaaep Ky 1 cepBucHoe obcny>KnsaHme
nocTtaBnAaemoi NpoayKLmu

+“* JKcrnepTHOE KOHCY/IbTUpOBaHWeE B 06/1aCTK co34aHuA
reHeTu4YecKkmnx nabopatopuii ''noa Kawoy"

Hawa muccusa
Caenatb reHOMHble UccnefoBaHUA 6onee AOCTYNHbIMMU

B Poccumn n ctpaHax CHIf nytem npeaocTaBneHUA yyeHbIM
[0CTyna K nepeaoBbiM TEXHO/IOMMAM B 061acTu
MONEKY/IAPHOMN reHETUKN, MPOTEOMUKN, MYNbTU-
OMMKCHbIX peweHnit n b6uonHGoOpMaTMKN
B LE/IAX y/Iy4LEHWA KA4YeCcTBa XKU3HU
M 340pPOBbS NHOAEN.

000 “ATr”

© 119049, MockBa, JIeHMHCKMI NpocnekT, 7, 1a
¥ +7 (968) 651-99-03, +7 (916) 142-40-70

= info@atgc-company.ru

© www.atgc-company.ru



KomnaHusa leH3pa

KomnaHusi F'eHOpa npeacTaBnseT WMPOKUiA BbIGOP peLleHnin Ans MonekynsipHon Gruonorumn

1 KIMUHWYECKON AMarHocTukn, obopyaoBaHune n Habopsl ans MLP B peanbsHOM BpeMEHU, TOYEYHbI
MyTareHes, BblefNeHne 1 KOHTPOrb kKavyecTBa HykrnenHoBbix kucnoT PHK, mukpoPHK n OHK,
MUKPOUUMbI BbICOKOW NMOTHOCTU, CKaHEP MUKPOYMMNOB, HAbopbl Ans LeneBoro oboralleHnst
dpakumin reHoMa 1 MHoroe Apyroe.

endpa sBnsetcs noctaswmkom Covaris, Agilent Genomics, TransGen Biotech n gp.
www.genera.ru
Odpmcsbl:

MockBa, 119501, r. MockBa, yn. BeepHasi, oom 40, komHaTa 5. +7 (495) 517-62-14
HoBocubupck, 630559, HoBocnbupckas obnactb, p.n. KonbuoBo, yn. Bo3HeceHckas, A0M
2, nomelyeHue 1-13, kaburet 6. +7 (913) 011-69-35

O6opynoBaHue
CucTemMbl yNbTPa3BYKOBOW KoHTtponb Kauectea AHK n
¢parmeHTauum AHK CKaHUpOBaHME MUKPOYMUNOB
TexHonorum
MpenmnnaHTauMOHHbIM FeHeTUYecKui Lienesoe o6orauweHue NGS

CKPUHUHT
TexHonorua GenetiSure TexHonorus SureSelect
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