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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 Banepui Masnosuny, akagemuk PAH, 4.M.H., npodeccop
CrenaHoB Baanm AHaTosnbeBnY, akageMuk PAH, a.6.H., npodeccop
Kyues Cepre MBaHoBKUY, akagemMnk PAH, a.M.H., npodeccop
MxeBckasa Bepa JIeoHNO0BHa, A4.M.H., npodeccop

AHKoBCKMIN HMKonan KasuMmnposund, akageMnk 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.

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

Bacnnbes CTaHnc1aB AHaToIbeBNY, 4.6.H.

CkpabuH Hukonam Anekceesmy, K.M.H.

OpraHMBaU,MOHHbIﬁ KOMUTET
Mpepcenatenb oprkoMuTeTa:

CrenaHoB Baanm AHaTosibeBuY, akagemMuk PAH, a.6.H., npodeccop
YneHbl OpPraHM3alLMOHHOro KOMUTETAa:

JNebepnes Mropb Hukonaeswny, 4.6.H., npodeccop PAH
HasapeHko Jlioamunna MaBnoBHa, 4.M.H., npodeccop
Ha3apeHko Mapusa CepreesHa, 4.M.H.

XuTpuHckasa MpvHa FOpbeBHa, K.6.H.

Bacunbe CTaHNC/1aB AHATO/IbeBMY, A.6.H.

CkpAbWH Hukonam Anekceesmy, K.M.H.

Pyako TaTbsaHa BnagMMnpoBHa, K.6.H.

KvHeBa EneHa BnagnMunpoBHa

®oHoBa EnvzaBeTta AnekceeBHa

XuTpuHckasa EkaTepmHa KOpbeBHa



TOMCKUI1 HAMLL

HUK
MEAMLIMHCKOM
FEHETUKMN

XIll HayyHas koHdepeHuns
«leHeTUKa YesioBeKa U NATOJIOrUA» /
2022 HO9BP9 2022 TOMCK

'@y

NMpuBeTCTBEHHOE CJZIOBO

KoHdepeHuun «FeHeTUKa YesioBeKa U MATOJIOrMaA» ABJIATCA APKUM CobblTeM B
HAY4YHOW >XM3HW MEeANUMHCKMX FeHeTUKOB POoCcuK, yYeHbIX, 3aHMMAIOLMXCA BONPOCamMm
reHeTUKM YesioBeKa, Bpayen, KIMHNUYECKMX OpAMHATOPOB, acnunpaHtoB. KoHdepeHuns
2022 roga NnpoaosiKUT niydlume Tpaanumnmn HNUM megmumHckom reHeTukn Tomckoro HAMLL
B OpPraHun3aumm MeponpuaTiin, 06beaNHALWNX CNeLunanncTos MeamumHckoro n brono-
rmyeckoro npoduns, B pokyce npodeccroHaibHOM AEATENbHOCTM KOTOPbIX OKa3biBaeT-
CA MEeANUMHCKAA reHeTMKA. YUnTbIBan nepesoBble 4OCTMXEHNSA MeAULMHCKON FeHeTUKM,
rny6oKyH MHTErpaLMIo ee BO MHOTME pa3aesibl COBPEMEHHOMN KJMHUYECKON N dyHAAMEH-
Ta/lbHOW MeAMUMHbI, BOMPOCHI, MJaHUPyeMble K 06CY>XAEHMIO Ha HayyHOM dopyme,
6yayT, HECOMHEHHO, MHTEPECHbI, He TOJIbKO MEeAMLUMHCKMM FeHeTMKaMm, HO M Bpayam
Pa3fInyHbIX CneunanbHocTen, GopMMpysa LIMPOKYH NPOodeCccMoHanbHyo ayanTOPUIO
cnywareniei. B nporpamMme KoOHGEpeHLMN NAAHMPYIOTCA AOKIaAbl BEAYLWMX Crneynanm-
CTOB MHCTUTYTA M [PYIrMX FeHeTMYeCKMX ydpexaeHun Poccun, Hawmx 3apybexkHbix
NnapTHepoB M Konner. Mbl UCKPEHHe HajeeMcs, YTo rpsagyliee mMepornpuaTve CTaHeT
MEeCTOM HOBbIX BCTPEY M 3HAKOMCTB, 3 TaKXe HOBbIX MJIAHOB HAa [O/ITOBPEMEHHOE U
Na1040TBOPHOE COTPYAHMNYECTBO.

Mpeacepatenb OPrkoMUTET],
anpektop Tomckoro HAML],
akagemuk PAH, a-p 6non. Hayk,
npodeccop
B.A. CtenaHos




CETKA NPOrPAMMblI

09.00-10.00 Perucrpaumsa y4acCTHUKOB

3an1 3an2
10.00-11.20 | OMWUKCHble TEXHONOTNN B [eHeTnKa 1 aNUreHeTMKa pa3BUTUA
MeAMLUMHCKON FreHeTrKe (cmno3nym 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
MeAMLUMNHCKON FreHeTrKe (cvmno3nym 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 COBETCKMUI Neproa, NCTopun TOMCKOTO MHCTUTYTA
MeANLMHCKON reHeTKN

15.45-17.20 | leHeTUKa MHOrodaKTOPHbIX LinToreHeTMKa 1 XpOMOCOMHbIe
3360/1eBaHNN 601e3HM

17.20-17.35 | Kode-6penk

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

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

16.00 - 20.25 = Kpyrnbii cToN € yyacTMeM pykoBoauTenen Meanko-
reHeTMYecKux cayxo6
OKasaHune MeANLMHCKON NOMOLLYM NaLMEHTAM C HaC/IeACTBEHHbIMMU
3ab6os1eBaHNAMM



XIll HayyHas koHdepeHuns
«leHeTUKa YyesioBEKa U NATOJIOrUA»
2022 HOABPA4 2022 TOMCK

10.00-11.20 CMMnNoO3uyMbl

3an1
OMMUKCHbIe TEXHO10TUUN 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 aTEPOCKIEPOTUYECKO
6nawkn

10.20-10.40

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

10.40-11.00

TpudoHosa E.A. (r. ToMck)
Mpeskiamncms: B3rSA Ha naToreHes
3360/1€BaHMA CO CTOPOHbI FEHOMMKM
1 TPAHCKPUMTOMMKM

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 CuMno3nymbl

11.30-11.45

Bensesa C.A., loHyapoBa W.A. (r. Tomck)
leHeTUYecKme 1 anureHeTnyeckne 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
HasapeHko 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 NpOLU/IOro K byayuiemy

10.20-10.40

JNebepes W.H. (r. Tomck)

Mporpecc uMToreHeTUK1 3SMOPUOHA/IBHOIO
Pa3BUTHA M YCEXM PENPOAYKTUBHON MeANLMHbI
(MamAaTn HaszapeHko C.A.)

10.40-10.55

NenauHa A.A., Epumosa O.A.

(r. CankT-NeTepbypr)

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

10.55-11.05

MuenuHa C.H., lop6yHoBa B.H.

(r. CankT-NeTepbypr)

MaMATK Halwmnx apy3en n Konner: Bnagucnas
CepreeBwny bapaHoB v EBreHnii Mocndosmy
LLIBapL, B CTAHOBNEHUWN MEAVNLNHCKOW FEHETUKN
B CaHkT-MNeTepbypre

11.05-11.20

MacneHHukoB A.B. (r. HoBocn6mpck)

Bknap bapaHosa 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., XycanHosa P.M. (. Ya)
MccnepoBaHne reHeTUYECKNX 1
anureHeTNYeCcknx GakTopoB pa3BUTUS
NepBUYHOIO OCTEOMNOPO3a Y MYXUMH M XKEHLUMH
Bonro-Ypasnbckoro permoHa

12.00-12.15

[Aasbigosa 0. 4. (r. Yda)

CBA3b MeTUAMpoBaHns OHK 1 nosiMMopdHbIX
JIOKYCOB reHOB rMnoTasnaMo-runodunsapHo-Haa-
NOYeYHUKOBOM CUCTEMBI C GEHOTUMNYECKMMM
Bap1aLMAMUN YPOBHA AENPECCMBHOCTU (OHJIANH)

12.15-12.35

®pengnH M.B. (r. JlIoHaoH, BesimkobputaHus)
leHeTMYeCKne 1 OMUKCHbIE NCCIeA0BaHNA
60/1€BbIX CMHAPOMOB (OH1aNH)

12.35-13.00

AynbueHko H.C. (r. HoBocnbupck)
[eHeTMYeCKN KOHTPOJIb MOMY/IALMOHHOIO
pa3Hoo6pazna N-rMKo3naMpoBaHua 6esKoB
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

LLleByeHko A.U. (r. HoBocnbupck)
dnuUreHeTMYecKan peryasauma 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, LLiBeiuapuma)
Mpo6nembl IKO 1 gectabuimsauma npeHaTtasib-
HOro pa3suTnA (OHNaNH)

13.00-13.05
Aunckycenna

Top>XecTBeHHOe OTKPbITUe KOHdpepeHL 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.IM. (r. TOoMcK)

MICTOKM 1 COBETCKUI Neproa NcTopmnmn TOMCKOro MHCTUTYTa

MeaNLNHCKON FeHeTHKN

15.45-17.20 CuMno3nyMbl

[eHeTMKa MHOrohakTOpHbIX 3abosieBaHUI

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

15.45-16.05

BparuHa E.10. (r. Tomck)

leHeTMYecKme acnekTbl GeHOMEHa CoYeTaHHbIX
6onesHen

LiuToreHeTrKa 1 XpOMOCOMHble 601e3HN

Mpeacepatenu:
0.6.H. Bacunbes C.A. (. TOMcK),
0.6.H. Py6buos H.B. (r. HoBocnbunpck)

15.45-16.05

Py6uoB H.B. (r. HoBocnbupck)

Oco6eHHOCTHN ANArHOCTHKN C6aNaHCMPOBAHHbBIX
XPOMOCOMHbIX MepecTpoek



3an1

16.05-16.25

MBaHoBa C.A., ®PegopeHko O.1H0., BoxaH H.A.
(r. Tomck)

FeHeTnKa 1 hbapMaKoreHeTVKa NCMXMYecKnx
PacCTpOMCTB

16.25-16.45

MowkuH M.. (r. HoBocnbumpck)
LipKaaHble LECMHXPOHO3bI Y XUTene
NO/IAPHbIX PEFMOHOB M reHeTnYecKas
MN3MEHYMBOCTb (OHNANH)

16.45-17.05

Mockanés E.A. (r. pnaHreH, lepmaHus)
PoJs1b HEKAHOHMYECKOIr0 MUTOTUYECKOTO
HaC/l1ej0BaHMA B Pa3BUTUM OHKOIOTMYECKMX
3a6os1eBaHmMI (OHNANH)

17.05-17.20

BopoHuH C.B. (r. MockBa)

CoBpeMeHHbI€e acneKTbl AMAarHOCTUKM ¥ Tepanuu
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)
FeHeTMYeCKne AeTEPMUHAHTbI HAapYLLEHNA
MeTab0o/IM3Ma yTaTUOHA NpY My/IbTUhAKTOPU-
afibHOM natonorum: ¢pokyc Ha kapanomeTtabonu-
Yyecknx 3aboneBaHnaAx

17.55-18.15

Conogunosa M.A., MegBepeBa M.B. (r. Kypck)
Bknag nosiMmMopdr3Ma reHoB CoCyancTbIX
3HAO0TE/IMasbHbIX GaKTOPOB POCTa 1 UX
peLenTopoB B pa3BUTHE MLLEMWNYECKON
60s1e3HM cepAaua (OHaNH)

18.15-18.35

Pxxeukwii A. (ukaro, CLLIA)

B3rnaa Ha MHorodakTopHble 3a6osieBaHnA
Yyepes npr3my 60JIbLLNX KIMHUYECKMX AAHHbIX
(oHnaiH)

18.35-18.40
Anckycena

3an2

16.05-16.20

IpuamnHa M.M. (r. HoBocn6mpck)

JeTekumns CTPYKTYPHbIX BAPUAHTOB B reHOME
YyesioBeKa € ncnosibdoBaHmem 3C-MeTo0B

16.20-16.40

KawesapoBa A.A. (r. ToMck)

MnenoTtponHbie 3¢ dekTbl CNV B OHTOreHese
yesnioBeka

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 CeKBEHMPOBaHMe y nauneHTos ¢ CNV:
npo6aeMbl UHTEPNPETALUN KJIMHNYECKOM
3HAaYMMOCTN MUKPOCTPYKTYPHBIX XPOMOCOMHbIX
BapMaHTOB

17.05-17.20

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

B 3TUOJIOMMMN «XXPOMOCOMHOIO heHoTUMNax»

17.35-17.50

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

17.50-18.05

Tonmauesa E.H. (r. Tomck)

Bknag X-cuenneHHbix CNV B dopMnpoBaHme
WNHTENINIEKTYaJIbHbIX PACCTPOMCTB

18.05-18.20

MapkoBa X.T. (r. MockBa)

PacnpocTpaHeHHble NoIMMOpdHbIe BapUaHTbI
B 17921.31: noABOAHbIE KAMHU XPOMOCOMHOTO
MMWKPOMATPUYHOrO aHaIM3a

18.20-18.35

tOpueHko A.A. (r. MockBa)

CuHapoM Bosibda-XupLuxopHa: B3rnag Ha
3TMOMNATOreHes «CKBO3b MNPU3My BpEMEHN»

18.35-18.40
Anckycemna

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

Mo nyTb B Hayke



16.00 - 20.25 Kpyrnbii CTON C y4acTUeM pyKoBoauTeneun
MeauKO-reHeTUYeCKUX cNyxb

OKa3zaHMe Me4ULMHCKON NOMOLLY NAaLUEHTaM
C HacNleACTBEHHbIMM 3a60/1eBaHUAMU

MNpepcepaTtenu: a.M.H. HazapeHko J1.M. (r. Tomck),
O.M.H. BywyeBsa T.B. (1. MockBa)

16.00-16.15

HazapeHko J1.M. (r. Tomck)

CnoxHbIn naumeHT: BonesHb HuMaHHa-Muka A, B
(npv nopaep>xke komnaHun CaHodn)

(6annbl HMO He HauncnsaTca)

16.15-16.45

MakcvmoBa HO.B. (r. HoBocnbupck)

Macrep-knacc. JMarHoCTvKa CrMHaIbHON MbILlLEYHOW aTpodun y B3pOC/IOro naumneHTa
(npv noaaepxxke KOMNaHUK [>KOHCOH & JI)KOHCOH)

(6annbl HMO He HauncnsaTca)

16.45-17.05

KoHgzakosa O.b. (r. MockBa)

HacnepcrBeHHble 3a60n1eBaHNUsA, 06yCI0BIEHHbIE NEPBUYHBIMU HAPYLIEHUAMMN CUHTE33 HEMPOMEaN-
aTopos

17.05-17.15 Kode-6peiik

17.15-19.20

ACCOLMMPOBAHHASA LIKONA:

«OpraHv3aumsa MegnMuUMHCKON NOMOLLYM NauMeHTaM ¢ beHUSIKETOHYpUen»
(npn noaaepxxke KoMnaHn BriomapuH)

(6annbl HMO He HauncnsaTca)

19.20-20.25
JAunckycema
MoaroToBka cyb6bekToB PP K pacluMpeHHOMY HEOHATa/IbHOMY CKPUHUHTY

Ha meponpuatusx Kpyrnoro ctosa 6annsl HMO
He HaYncNATCA



|
'

ANl

ACCOLMMPOBAHHAA LIKONA:
«OpraH13auna MeanLMHCKON NOMOLLM NauneHTaM ¢ GeHNIKeTOHypuen»
(npv noaaep>xke KOMNaHMM buomapuH)

BcTpeya ¢ akcnepTtamu: CoBpeMeHHble NoAX0Abl K MeANKAMEHTO3HOMY JleYeHnto peHNNKeTOHYpUm
MNpeacepatenu: A.M.H. HazapeHko J1.M., K.M.H. CenToBa I"H. (r. ToMmck)
O.M.H. Bywyesa T.B. (r. MockBa)

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

17.20-17.35

MacneHHukos A.B. (r. HoBocM6m1pck)

K.M.H., 3aBeAytoLmin 061acTHOM HayYHO-MpaKTMYeckoi nabopaTtopwmei JHK-anarHocTvikm fopoackon
KnuHnyeckon bonbHuubl N1

MonekynapHo-reHeTu4eckme 0cobeHHoCTN heHnKeToHypun B Cubnpckom deaepanbHOM okpyre

17.35-17.55

Bywyesa T.B. (r. MockBa)

A.M.H., BeAYLLMIA HayYHbIA COTPYAHMUK, HaLUMOHaNbHbIN MeANLMHCKUIA LLeHTP 340pOBbA AeTeN
®defepanbHoe rocyAapCTBEHHOE aBTOHOMHOE yypexaeHne MUHUCTepCTBa 34paBooXpaHeHns PO
MegankaMeHTo3Hana Tepanna OKY - 4na Kakon KaTeropumn NaumeHToB 1 NOYEMy 3TO BaXKHO

17.55-18.20

Ky3bmnuésa U.A. (r. Kanyra)

3aBefyroLmMi oTaeneHnem reHetTnkm Kanyxckaa OKb

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

18.20-18.40

CeutoBa I.H. (r. ToMck)

K.M.H., I1aBHbI Bpay MeHeTnyeckom KaMHukn HUM MeanumnHckom reHeTmkn Tomckoro HAMLL
MapLupyTnsaums naumenTa ¢ OKY. NpoBeaeHne Harpy3o4yHoro Tecta B CTalMoOHape 1 BO3MOXHOCTb
TECTUPOBaHWNA aMbByNaTOPHO

18.40-18.55

MuHaiyesa J1.U. (r. Tomck)

0.M.H., Bpay-reHeTnk HUM meanumHckon reHeTnkm Tomckoro HAML,
DeHnnkeToHypua. OcobeHHOCTH Y NOAPOCTKOB 1 NpU BeAEHUM BepeMEHHOCTH

18.55-19.20

LLecTonanoga E.A. (r. MockBa)

Bpay-reHeTuK Bbiclwen kateropmm, ®reHY Meanko-reHeTUYecknim HayYHbIN LLeHTP MMEHA

akagemuka H.MN. boykoBa T e,
[NaHHble ayanta OKY (oHnanH) : ]

19.20-20.25 g |7‘
JAuckyccus T




CETKA NPOrPAMMblI

08.00-09.00 Perncrpauus y4acTHUKOB
3an1 3an 2

09.00-11.00 KnnHnyeckan reHeTmnka DBOJIOLMOHHAA M NONYAALNOHHAA
1 opdaHHble 60/1e3HK reHeTuKa

11.00-11.15 | Kode-6penk

11.15-13.15 KnnHnyeckasa reHeTmnka DBOJIOLMOHHAA M NONYAALNOHHAA
1 opdaHHble 60/1e3HK reHeTuKa

13.15-14.00 | Obep

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

15.00-17.30 | KanHwnyeckas reHeTMKa lMpeHaTasbHOE 1 NPeNMMNIAHTALMOH-
1 opdaHHble 601e3HK HOe reHeTUYyecKkoe TeCTUPOoBaHNe

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 HeTPMBMAJIbHbIe NPeLCKa3aHNA 1 B3aMMOOTHOLLEHMA
C ApyrvMmu 61MoN0rMYecKUMN TEOPUAMM

19.00 ®ypuwet




XIll HayyHas koHdepeHUns
«lFeHeTUKa YyesioBeKa U NAaTOJ/IOruaA»
2022 HOABPA4 2022 TOMCK

09.00-11.20 CvMNO3MyMblI

3an1

K/IMHNYecKasa reHeTnka n opdaHHble
6onesHu

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

9.00-9.20

3aknasbMmuHckas E.B., CapekoBa M.A,,
A3emewkesuny CJ1. (r. MockBa)
OTKpbITble BONPOCbI B reHeTnKe
rmnepTpodnyeckorn KapavmomMmonaTnm

9.20-9.40

MNuenuHa C.H. (r. CaHkT-MeTepbypr)
Posib MeTab0o13Ma IMNUA0B B Pa3BUTUN
601e3HM MapKMHCOHA

9.40-10.00

MxeBckasa B.J1. (r. MockBa)

TeHOMHOE TeCTMPOBaHMeE: ANaOr BpaYa-
reHeTVKa 1 naumeHTa

10.00-10.20

3axaposa E.10. (r. MockBa)
CoBpeMeHHOoe COCTosHME 1 NMpo6sieMbl
[IM3rHOCTVKMN HAaC/IeACTBEHHbIX 60N1e3He
o6MeHa (oHNanH)

10.20-10.40

JNapuoHosa B.W. (r. CaHkT-NeTepbypr)
MosniekynapHble U MeTabosiMyeckme OCHOBbI
BbI6OPa /IeKapCTBEHHbIX NPenapaTos A4
JIeYEHVA HAC/IEACTBEHHbIX 3360/1€BaHNN.
YTO AOJ/IKEH 3HATb Bpay-neanaTp?

10.40-10.55

Bywyesa T.B. (r. MockBa)

HoBble cTpaTernu B ieveHnm GeHnIKeToHypum
(npv noaaep>xke KOMMNaHUN BUOMapuH)
(6annbl HMO He HaumcnaTca)

11.00 - 11.15 Kode-6penk

11.15-11.35

Makcumosa H.P., CyxomacoBa AJN. (r. AKyTck)
FeHOMHble UCCNIeA0BAHMA TeHETUYECKN
N30/IMPOBaHHON MONYAALUMM AKYTOB (OHNANH)

11.35-11.55

XancaHoBa U. XK. (r. ToMck)

CnekTp MyTaumi reHa ATP7B y NaLmMeHTOB
¢ 6one3HbIo BuibcoHa-KoHOBan0Ba

B C6MPCKOM pervoHe

TOMCKUI1 HAMLL

HUK
MEOULIMHCKON
FEHETUKMN

¢

3an2

DBOJIIOLMOHHAA 1 NONY/IALMOHHAA
reHeTnka

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

9.00-9.30

AnkoBckui H.K. (r. MockBa)

Mtorn nporpammbl COO3HOro rocyAapcTsa
«AHK-naeHTnomkauma 2017-2021»

9.30-9.50

XapbkoB B.H. (r. Tomck)
MonynauUMOHHAA reHOMMKA KOPEHHOTO
HaceneHuna KOxHon 1 3anaaHon Cnbrpu

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 bammnnin CbMpCKMx TaTtap:
YeTblpe sTHorpadmyeckme rpynnbl B TpeX
NoKOIeHNAX

10.40-10.55

Banuxosa J1.B. (r. ToMck)

CTpyKTypa reHopoHAA TOMCKMX TaTap
Mo Mapkepam Y-XpoOMOCOMblI

11.15-11.30

KonecHukos H.A. (r. ToMck)

CUrHanbl HanpasieHHOro 0T6oPa B NOMYALMAX
KOpeHHOro HaceneHus CpeaHen Asun

11.30-11.45

Fony6eHko M.B. (r. ToMck)

OcobeHHOCTM n3MeHYMBOCTU MTAHK C TOUKK
3peHnA aJanTaumm K yC10BMAM cpeabl

1 NnoaBepXXeHHOCTH 3aboneBaHnAM



3an1

11.55-12.10

3apunosa A.P. (. Yoa)

CrneKTp M 4acTOTbl NAaTOreHHbIX N3MEHEHNI

Y NaLUMEHTOB C HE3aBEPLUEHHbIM OCTEOreHE30M
13 Pecnybankn balwkopTocTaH

12.10-12.25

KagHukosa B.A. (r. MockBa)
Cnactnyeckasa napanaerna 47 Tmna
Y POCCUMINCKNX BObHBIX

12.25-12.40

Mcmarunnosa O.P. (r. MockBa)
MonekynfpHO-reHeTMYEeCKUNIA aHaNN3 CUHAPOMA
PybuHwTeHa-Tenbn B PO

12.40-12.55

MNocTtpuraub A.E. (r. TomMck)
MoieKynpHO-reHeTMYeckas AMarHoCTMKa
CMHAPOMA YAJIMHEHHOrO HTepBana QT

12.55-13.10

KasapsH P. (r. MockBa)

InddepeHumanbHan ANarHocTmka MyKoBUCLM-
[103a U cuHapoMma LlsBaxmaHa-Zlanmoraa

13.10-13.15
Aunckyccusa

13.15-14.00
14.00 - 14.45

O6ep,

3an2

11.45-12.00

CeuTtoBa I.H. (r. ToMck)

Teparwm npuv HaC1e4CTBEHHOM aHIrMooTeke

12.00-12.15

Cepe6posa B.H. (r. Tomck)
PennvkaTuBHOe nccnefoBaHme GakTopos
HacneacTBeHHon TpoMmboduamm

1 3HAOTENNANBHON ANCPYHKLMM

B Pa3BUTUM NPE3KIAMNCUN

12.15-12.30

Ba6oBckas A.A. (r. TOMck)

NaeHTUPMKaLMA NonynsauMOHHbIX
0cobeHHOCTEN TPAHCKPUNTOMA AeumnAyanbHbIX
KNEeTOK Mpu TAxXeon GopMe nNpeskamncmum

12.30-12.45

FaBpuneHko M.M. (r. Tomck)

JlaHawadT aNbTepHAaTUBHOIO CNaNCHUHIa
B AeLMAYasIbHbIX KJIETKAX NaLeHTbl

B NONYNALMN PYCCKMX

12.45-13.00

Ha3zapeHko JI.MM. (r. Tomck)

CuHgpoM Anapgxnnna. KnvHnyecknin

M reHeTUYeCcKni AMarHos

(npv noaaepxke komnaHun GapMaMoHAo)
(6annbin HMO He HauncnaTca)

13.00-13.10
KpacHobaeBa A. (r. HoBocnbupck)
KauecTBeHHble PeakTUBbI-HAAEXHbIN pe3ybTaT

13.10-13.15
Anckycena

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

MonynAUNOHHAA FreHOMMKA, MeANLMHCKAA FreHeTUKa
1 3BOJIIOLMOHHAA MeaNLMHA

15.00-17.30 CMMno3unyMbl

K/iMHn4yeckana reHeTnka u opdaHHble
6one3sHn

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 BaJMAauMmn pesybTaTos
PaCLUNPEHHOrO HEOHATA/IbHOTO CKPVHMHTA

lpeHaTasbHOE M NpenMnIaHTaUNoOHHOe
reHeTn4yeckoe TeCtTMpoBaHue

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

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 MOAEJb ANArHOCTUKM
1 nepcoHndMLMpPOBaHHON Tepannm

15.40-15.55

KoBanbckas B.A. (r. MockBa)

Bepudukaums reHot1na npm MykoB1cLMI03e,
KaK Ba>kKHbli 3Tan npwv NoAroToBKe K TapreTHom
Tepanuu 3abosieBaHna npenapatom Opkambu
(oHnainH)

15.55-16.10

MuHernHa FO.C. (r. HoBocnbUpCK)
MprBEP>XKEHHOCTb Tepanum y NauneHToB

C MyKoBMCLMA030M. OnbIT HoBocnbrpckomn
obnactu

16.10-16.25

CrenaHoBa A.A., Monsakos A.B. (r. MockBa)
CeneKkTUBHbIN CKPUHWUHT BObHbIX
HaCNeACTBEHHBIMW ANCTPOPUAMYM CETUYATKM
ANA GopMUPOBaHWS Lie1eBON rpynbl

015 rTeHoTepanuu

16.25-16.40

Opnos A.C. (r. ToMck)

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

16.40-16.55

OpaunHokoBa O.H. (r. Tomck)
MoneKynapHasa ANarHOCTMKA MbILLIEYHON
anctpodun [iloweHHa

16.55-17.10

3uHuHa E.B. (r. MockBa)

M3yyeHune CnekTpa MyTaumin reHa DMD Kak
OCHOBA M/1IaHVPOBAHUA NATOreHETUYECKOM
Tepanuny poCcCMnCKMX NaLMEHTOB C MbILLEYHOM
anctpodmen JroweHHa/bekkepa

17.10-17.25

Yaycosa M.A. (r. MockBa)

BpoXAeHHasA Mepo3nH-AepULMTHAA MblLLIEYHAA
anctpodma. OT AMarHOCTUKM 40 NepCrneKkTns
nleyenns

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: aetekuma KneTok
TpodobacTa B MAaTEPMHCKMX LiepBUKAIbHbIX
obpasuax

16.00-16.15

Xwuranuna 4.W. (r. Tomck)

Lindpposoe KaproTunmpoBaHune biactounct
Ha ocHoBe ceKBeHnpoBaHMA PHK

16.15-16.30

CrenaHuyk A.K. (r. HoBocmbupck)

Hi-C ana uene NpenMniIaHTaunMoHHOro
reHeTUYecKoro TeCTMPOBaHNA

16.30-16.45

CkneinmoBa M.M., ConoBbeBa E.B. (r. ToMck)
MpenmMniaHTauMoHHOE reHeTuYeckoe
TeCTUpOBaHMWe CrvHoLepebesIAPHO aTakcMn
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)
TexHnosnoruu Illumina: HOBOCTY M NEPCNEKTMBbI

17.10-17.15
Anckycema

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

HoBasa 6rosiornmyeckas Teopus — Teopua carcino-evo-devo,
eé HeTpMBMaJIbHblE NPeACKa3aHMa Y B3aMMOOTHOLIEHNA
C APYrIMK BUONOrMYECKMMI TEOPUAMU

19.00 Pypwer



CETKA NPOrPAMMblI

08.00-09.00 Perncrpauus y4acTHUKOB

3an1 3an2

09.00-11.35 | MoagenupoBaHue BuonHdpopmaTtmka
Hac/ieACTBEHHbIX 6onesHen

11.35-11.45 | Kode-6penk

11.45-13.05 | MogenvpoBaHue LiuToreHeTnka n XxpOMOCOMHbIe
Hac/ieACTBEHHbIX 6onesHen 60s1e3HM

13.05-14.00 | Obes

14.00-15.30 KnnHnyeckas reHeTmKa [eHeTnKa 1 aNnUreHeTmKa
1 opdaHHble 60/1e3HK MHOrobaKTopHbIX 3a60/1eBaHNI

15.30-15.45 | Kode-6penk

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

17.30-18.00 @ 3akpbiTUe KOHPepeHLUU




XIll HayyHas koHdepeHuns
«leHeTUKa YesioBeKa U NaTOJ/IOruaA»
2022 HOABPA4 2022 TOMCK

09.00 - 11.35 CumMno3unymbl

3an1

MogaenvpoBaHne HacNeaCTBEHHbIX
6onesHen

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

9.00-9.20
Cepos O.J1., WWHanaep T.A. (r. HoBocMbmupck)
HoBas posib CNTN6 B HeliporeHese y 4esioBeka

9.20-9.40

Tapabbikuu B.C. (r. HuxHui Hoeropoa)
MbILWVHbIE MOAEIN HEBPOJIOTUYECKMX
33boneBaHUn

9.40-10.00

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

10.00-10.15

3axaposa W.C. (r. HoBocnbmpck)
Co3paHune K1IeTOYHbIX MoAesert CeMenHoM
rmnepxonecrepmHemMnm

10.15-10.30

HasapeHko J1.M. (r. Tomck)

Lednumnt fekapbokcmiasbl apoMaTUHEeCcKmX
amuHokucsoT (AADCd) (npy nopaepxke
KomnaHun PTC pharma)

(6annbl HMO He HauncnaTcA)

10.30-10.45

KonbiToBa A.3., EMenbaHoB A.K.

(r. CankT-NeTepbypr)

Pa3paboTka TapreTHow Tepanun npu 6oaesxun
MapKMHCOHA € ncnonb3oBaHnem 3D
MOJeNMpoBaHuA

10.45-11.00

CaByeHko P.P. (r. Tomck)

BnunaHune anoddepeHumanbHom sKCnpeccmm
reHoB ADAMTS1 v THBS1 Ha paAnaLnoHHO-
MHAYLMPOBAHHbIA OTBET COMATMYECKMX KIETOK
4Yesi0BeKa in vitro

11.00-11.15

Bacunbes P.D. (r. AKyTCK)

MccneposaHne oyHkumii 6enka VPS33A npu
CMHAPOME MYKOMOJIMCAXaprA03-natoc (OHNANH)

11.15-11.30

HypuaauHos M.A. (r. HoBocmbupck)
MopennpoBaHne NPOCTPAHCTBEHHOM
OPraH13aLmm XpOMaTMHA C XPOMOCOMHbIMU
nepecTponkamm

11.30-11.35
Anckyccuna

TOMCKUI1 HAMLL

HUK
MEOULIMHCKON
FEHETUKMN

¢

-

3an2
BuonHdopMaTHka

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

9.00-9.30

KonuaHos H.A. (r. HoBocnbupck)
BuovHbopMaTHKa U MEAMLMHA B KOHTEKCTE
60/1bLUNX TEHETUYECKMX AAHHBIX (OH1aMH)

9.30-9.50

PbixkoBa O.M. (r. MockBa)

Oco6eHHOCTU KIMHUYECKOW MHTEpMpeTaLmm
pesynbTatoB NGS

9.50-10.10

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

B HeKoAMpyroLWnx nocnegosatesibHocTax AHK
C MCMNOJIb30BaHNEM METO/0B MALLUMHHOIO
o0byyeHna

10.10-10.30

MomasHoit M.HO. (r. HoBocmbupck)

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

10.30-10.50

KoHoBasoB ®.A. (r. MockBa)
BbifiB/IeHME XPOMOCOMHbIX NepecTpoek
npyv pyTUHHOM 3K30MHOM M FTEHOMHOM
CEeKBEHMPOBAHMM (OHNAWH)

10.50-11.10

3apy6uH A.A. (r. ToMck)

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

Ha NextSeq 2000

11.10-11.30

Xo3anHoBa A.A. (r. Tomck)

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

K NpaKTuke

11.30-11.35
Aunckycena



11.35-11.45 Kode-6penk

11.45-13.05 CuMnosnymbl

3an1

MoaenvnpoBaHue HacNeaCTBeHHbIX
6onesHen

Mpepcepartenu:
K.6.H. HnkntmHa 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
TEXHONOrnmn

12.00-12.15

lonbawTenH 4.B. (r. MockBa)
TeXHOIOTVN MPUMEHEHNSA KMLLEYHbIX
OpraHouaoB A8 AMarHOCTUKM 1 nogbopa
Tepanuu Npu MykoBucLumao3e (OHIanH)

12.15-12.30

AemueHko A.T. (r. MockBa)

JleroyHble opraHomabl 1 KyabTypbl KJ1ETOK
PECHWTYATOrO 3MNUTE/IA KaK MOAEN ANA
[AMArHOCTVIKM U JIeYEHNA HACIeACTBEHHbIX
3a60/1eBaHN Nerkmx (OHNanH)

12.30-12.45

Cko6noB M.HO. (r. MockBa)
MOHOr€HOMHBbIN CKPUHUHT KOMMEKCHbIX
annenen cnnancmHra

12.45-13.00

Canaxos P.P. (r. ToMck)

DYHKLMOHANbHbIV aHa/IM3 BapnaHTOB

B HEKOAMPYHOLWMX y4aCTKax reHa MYBPC3
npv runepTpodunyeckon KapanMoMmnonaTnum

13.00-13.05
Anckyccunsa

13.05-14.00 O6ep,

14.00-17.30 CMMNO3UYyMblI

KNMHUYeckasa 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 (OHMaH)

3an2
LiuToreHeTKa 1 XpOMOCOMHble 60/1e3HK

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

11.45-12.00

®depoTos [.A. (r. ToMcK)

CrpykTypa CNV npu HapyLweHnax
NCUXOMOTOPHOIO Pa3BUTUA N HEBbIHALWIMBAHNMN
6epeMeHHOCTH

12.00-12.15

Apo3pos 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 TPAHCNOKaLMIA (OHNANH)

12.30-12.45

Kpueowianosa f1.B. (r. YenabuHck)
BivsaHMe XpoHMYeckoro obydeHuns

Ha Te/IOMEpPHbIe Y4aCTKM XPOMOCOM
T-"iMMdouMTOB Nepundepryeckon Kposu
yenoseka

12.45-13.00

Bo3unosa A.B. (r. YenabuHck)
LiuToreHeTnyeckasa AMarHoCTvka XpOHNYECKMNX
nMmdonponndepaTnBHbIX 3ab0sieBaHNI

C MPYMEHEHNEM NIOKYC-CreundUyHbIX
GIyopeCUEeHTHbIX 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-MNeTepbypr)

14.00-14.15

BouapoBsa A.B. (r. Tomck)
MeXreHHble B3avMoAencTBmA

npu 3a601eBaHNAX C HAPYLIEHNAMM
KOFHUTUBHbIX GYHKLMI YenoBeka



3an1

14.15-14.30

KoTtanesckas HO.10. (r. MockBa)
PenKunin CMHAPOMaJbHbIN Bynne3HbIN
anuaepmonns. KavHudeckue ciyyam

14.30-14.45

OpsioBa A.A. (r. MockBa)

YnbTpapeakan ¢popmMa Hac1eaCTBEHHOM
KapAMOMMOMaTHK: NEPBOE ON1CaHWE NaLMeHTa
n3 PO

14.45-15.00

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

15.00-15.15

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

(npn noaaepxke KoMnaHuu Koesm)

(6annbl HMO He HauncnaTca)

15.15-15.30

Nob6eamnHckan A.N. (r. YenabuHck)
KAWHMYeCKWI Clydai HacneaCcTBEHHOMO
nedunumnTa Caxapasbl-M30MasbTasbl

15.30- 15.45 Kode-6penk

15.45-16.00

flkoBnesa A.E. (. IKyTCK)
leHo-beHOTUNMYECKMI aHaNN3 Yy 6ONbHbIX
C MHOXECTBEHHOM 3K30CTO3HOW
XOHAPOAMCINNA3NEN B AKYTCKON Nonyiaumnm

16.00-16.15

Muxanbuyk K.A. (r. MockBa)

CneKkTp MUHOPHbIX BapMaHTOB Jiokyca SMN
(oHnann)

16.15-16.30

LWecrak A.T. (r. MockBa)
MpeaCcTaBNeHHOCTb ABIEHNA «BbINAAEHNAN»
asnniens B pesyNbTaTax CeKBeHMPOBaHNA

16.30-16.40

BoHpaapb 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 MyTaLUUAMU reHa SLC26A2

3an2

14.15-14.30

Hukonaes M.A. (r. CankT-MNeTepbypr)
OvcdyHkumsa riokouepebpo3ngasbl 1 Hakomnae-
HMe anbda-CMHYKIeMHa — NaTodM3N0I0rMyeckmin
ayaT npy GBA-accounmnpoBaHHon 6on1e3Hun
[MapknHCOHa

14.30-14.45

YceHko T.C. (r. CaHkT-TeTepbypr)
CenekTMBHOE NHIMBNPOBaHME KMHA3HOMN
akTMBHOCTM LRRK2, Kak moaxon K Tepanuu
6051€3HM MapKMHCOHA, aCCOLMMPOBAHHOM
C MyTauuaMmn B reHe GBA

14.45-15.00

HasapeHko J1.M. (r. ToMck)
FeHeTnyeckme acnekTbl 6o1e3HM Momne
C pa3bopoM KNIMHWUYECKNX CNy4aeB

(npn noaAepxke komnanuun CaHodpw)
(6annbl HMO He HauncnaTca)

15.00-15.15

MwupowHukoBa B.B. (r. CankT-lMeTepbypr)
DKCTPaK/IETOYHbIE BE3VMKY/Ibl XXMPOBOM TKaHU:
MOWCK HOBbIX 6MOMapKepoB ANCcHYHKLUN
JIMNUGHOTO 1 YrIIeBOAHOro 06MeHa npw
0XMPEeHUM

15.15-15.30

CupoTkuHa O.B. (r. CaHkT-NeTepbypr)

MunkpoPHK miR-221 1 miR-223 B MMKPOBE3MKYyNax
M/1a3Mbl KPOBM — NepPCrNeKTUBHbIE BIOMapKepbl
CTeNeHn TAXeCTN NocTTpoMboamMbonyeckoro
CMHAPOMA

15.45-16.00

Cnenuos A.A. (r. Tomck)

T-KNeToUHbIM NaHAawadT Npy aTepockiepose
(oHnann)

16.00-16.15

Koposnésga F0.A. (r. ToMck)

MeTnnnpoBaHve peryasiTopHbIX 3/1eMEeHTOB reHOB
MUKpOPHK npu HecTabnibHOM TeuyeHnmn
aTepockaeposa

16.15-16.30

BabywkuHa H.M. (r. Tomck)

CTaTyC METUINPOBAHUSA PETYIATOPHbIX PETVIOHOB
reHos ATM 1 MLH1 B 3aBUCMMOCTM OT NX
noavmopdr3ama npu Bo3pacT-3aBUCHMbIX
naTosiornax

16.30-16.45

PbikoBa E.1O. (r. HoBocn6mpck)

MonHoreHoMHbIN nonck SNPs B TapreTHbIX caTax
MMUKPOPHK, CBA3aHHbIX C MHAMBUAYA/IbHOM
YYBCTBMTE/IbHOCTbIO K JIeKapCcTBaM



3an1

16.55-17.10

LLaToxuHa O.J1. (r. MockBa)

BTOPUYHbIE HAXOAKM, BbIAAB/IEHHbIE MPK
NpOBeAEeHNIN SK30MHOMO CEKBEHUPOBAaHM
(oHnaiH)

17.10-17.25

3abHeHkoBa B.B. (r. MockBa)

Korga nauveHT — 3arafika: CoyeTaHHbIe HaX04KM
Npv 5K30MHOM CEKBEHVMPOBAHNN (OHIANH)

17.25-17.30
Aunckyccusa

3an2

16.45-17.00

Fepsac MN.A. (r. Tomck)
MoniekynapHO-reHeTUYeCKoe TeCTMPOBaHNe
[/19 Ha3HaYeHNa TapreTHOV Tepanuu
3/10Ka4eCTBEHHbIX 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 KOHPepeHuun

MocTepHble AOKAaAbI

A6pamoBckux O.C., JlormHoBa H0.B.

(r. YensabuHck)

AHann3 NosIMMopHbIX BapUaHTOB reHOB ESRI U
PGR y X€HLUMH C HeBbIHALLIMBaHWEM 6epeMeHHo-
cm

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

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

3opuHa B.B., MenbHukoBa E.C., UBaHoBa A.A.,
lypaxeBa A.A., MakcumoB B.H. (r. HoBocn6umpck)
Accoumauma nonmmopdramoB rs9939609 reHa
FTO, rs7903146 reHa TCF7L2,rs1799883 reHa FABP2
C MOP6VAHBIM OXMPEHNEM Y XKEHLLMH

Karuposa 3.M., Paxumos P.P, CyntaH6aeB A.B.,
XycanHoBa P.1, MuHHuaxmeTos W.P. (r. Yba)
Mownck NaToreHHbIX N3MeHeHN B reHe PIK3CAY
XeHWwwuH ¢ HR+/HER- noATUNOM paka MOJIOYHOW
xenesbl n3 Pecnybnnku balwkopTocTaH

KaabipoBa H.B. (r. YenabuHck), MBaHoB E.A.
(r. YensabuHck), LUMyHK W.B. (r. YenabuHck),
No6eaunHckan A.N. (r. YenabuHck),
Mywkapés B.M. (r. YenabuHck, r. Mocksa)
MonekyNapHO-TeHeTUYeCKan AMarHoCT1Ka
60ne3HM Tea-Cakca C NO3AHEN KJIMHUYECKON
MaHudecTaumnen

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

(r. H. HoBropoga, BepauH, Flepmanusn)
MosiekynsipHble 0CHOBbI GOPMUPOBaHMSA
MO30JIMCTOro Tena

ManunHumk M.A., CMoabHUKoBa M.B.

(r. KpacHosipck)

CpaBHWTeJIbHas XapaKTePUCTMKA NOIMMOPPU3Ma
reHOB LIUTOKMHOB Y AieTeW C Pas/INyHbIMK
deHoTMNaMm 6pOHXMaNbHOM aCTMbI

MenbaHoBckas KO.J1. (r. MockBa)
Ponb MeTofa onpeaesneHns pasHuLbl KULWEYHbIX
NOTEHLMA/IOB B IMArHOCTHKE MyKOBUCLUMA033

Hukonaesa E.[. (r. MockBa)
Pe3ynbTaTbl M3y4eHMs KoMriekca pbocoMHbIX
reHoB Yesi0BeKa Npu MyKoBMCLML03€

CaBenbeBa O.H., KapyHac A.C., ®epoposa 0.10.,
Fatuatynnud P.®., 3TknHa 3.1,

XycHyTAaMHOBA J.K. (r. Yoa)

MccnepoBaHne ponn nosiMMopdHbIX BapUaHTOB
reHoB, y4acTByoLMX B MeTabonnsme
TJIIOKOKOPTUKOCTEPOWOB, B Pa3BUTUN

1 Te4eHU BPOHXMANbHONM aCTMbl Y MHAMBUAOB
13 Pecny611kmn BalkopTocTaH

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

(r. KpacHosipck)

PacnpepneneHne BapnMaHTOB reHOB JIEKTMHOBOTO
nyTW B 3THUYECKNX rpynnax KpacHOApCKoro kpas

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

LWknap A.A., Konocosa H.I., KoxxesHukosa O.C.
(r. HoBocnbupck)

Skcnpeccns MMKpoPHK miR-9, miR-273, miR-343,
miR-146a, miR-155 B ceTyaTke Npu passuTnny
Kpblc OXYS peTMHONaTMKN, aHaNOTNYHON
BO3PaCTHON MaKy/ISIpPHOM JlereHepaunm

LLipamko HO.W. (r. Cumdbeponoib)

Accoumaums noaMmMopdr3ma reHoB peLLenTopos
aAMMNOHEKTUHA W NIeNTUHA C KIIMHUYECKUMM
nposBaeHNAMM MeTaboIMYecKoro cMHApoOMa



TOMCKMIA HUMLL

HWK
MEOMLIMHCKOM
FEHETUKM

XIll HayyHas koHdepeHuns
«lFeHeTUKa YyesioBEKa U NMNATONIOrUA» /
2022 HOY9BP49 2022 TOMCK

¢

OpraHn3aunoHHbIA KOMUTET BblpaXkaeT 6J1aro4apHOCTb MapTHEPAM KOHbepeHUnn
3a CMOHCOPCKYIO MOAAEPXKKY

[NaBHbIV CNOHCOP

AstraZeneca

B:OMARIN @ EarmaMondo

OduuManbHbIN CNOHCOP

Q HAHOAEK PTC) M=DIPAL

/ THERAPEUTICS

({ ATILBOTEH @ janssen )'

{k-fm AT q( fltl ATk

Generium

CnoHcopbl

(TS & PycMERTOPT @rEHaPA
Omctexwonorws  (-3Chiesi  NOVEL

\E
DL IS
Biolabmix BIOSAN
rPYNMNA KOMNAHUN




XU3Hb C AEPUNLIMTOM

JIN30COMHOU KUCJTOU TUNA3bI (AJ1IKN)...
8-800-301-006-51 e e e o'

0%

nauMeHTOB 4EeTCKOro Bo3pacTa
cnporpeccupytot fo brubposa/
LMpPPO3a UKW TpaHChaHTaLmMm
nevyeHmn

B TeyeHue 3 nert!

PaHHasa anarHocTtuka
OJIKJ1 nossonut nsbexats
TAXKENbIX OCNOXHEHUN

Mpn 0BbHapy>keHWN renaTo/craeHoMeraanumn B coveTaHmm Mporpamma
c gucavnuaemMueit obpallantecs Ha BecnnaTHyo ropsuyto AVNarHoCTUKM
JINHWIO NPOrpaMMbl ANarHOCTUKN OJIKN

8-800-301-06-51

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

2. Mporpamma auartoctuxi ASKIT: hitps:med-gen.ru/programma-diagnostiki-defitcita-lizosomnoi-kisloi-lipazyi
(naTa aocryna 18.10.22).

Matepuan npesHasHayeH ANs CNeumanicToB 3APaBoOXPaHeHus.
000 «Actpa3etexa Gapmacsiomkanay. 123112, r. Mockea, 1-41 KpacHorsapaeiickuit npoesa,
.21, cTp. 1, bawhs «OKO», 30 atax. Ten.: +7 (495) 799-56-99, dakc: +7 (495) 799-56-98

v.astraze A -most.ru
Howep oaoGpers KAN RU14746.flata onoSpens: 24,1022 lara cresens: 23,1024 AstraZeneca



PaHHAA U TOYHaa AMarHocTukKa
OedununTa JInuzocomHon Kucnon Jiunassli
um lunodpocharasum umeer
pewaiouiee 3Ha4YeHue

UCKJTIOYUTE AJIKJ1 U TOD

) BECMIATHAS
AOANATHOCTUKA e -,
B pamKax nporpammbi i
ANarHOCTUKMU
MeTabonnmyeckmnx
3abosieBaHUM

) OBECNEYEHME
Tepanun OJIKJT n TOD
ocyuiecTteBndeTcd
3a cHeT CcpencrTB

poHaa Kpyr Bobpa* =

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

8 800 301 06 51

AstraZeneca



BynbTe Ha war Bnepeau — BbisBnante HLIJ12 Ha paHHuXx ctagua

HeiipoHanbHbii ueponaHbiii nunodycumnos 2-ro Tuna (HLLJ12) — 6eictponporpeccupyiowee,
HelipopereHepaTusHoe 3abonesaHne y aeTemn, Npyu KOTOPOM PAHHMMM
OTAMUNTENBHBIMUA CUMNTOMAMMU SIBASIOTCS 3NUAENTUYECKME MPUCTYMbI U 3AAEPXKKA peun.!

OcobeHHOCTH KNMHMYECKHUX nposBreHuit y peteit ¢ HLJ12

MNauwment c HWI12, 3 ropa Mauvent c HUM2, 5 net Mauuent c HLWI2, 8 ner Mauwment c HUWN2, 11 ner

2

CpepnHuit BO3pacT NOCTAHOBKM AMArHO3A

1-2 ropa 2-4ropa 3-4ropa 4-5 net 5-6 net 7-8 ner 8-12 ner
3apepxka paHHero Bnepebie paseuswmecs Atakcus, eKapCTBEHHO- MepeansuxeHnne Cnenota MpexanespemerHas
P

peueBoro paseuTMS HECNPOBOLMPOBAHHBIE — Mporpeccupyowas ycToiumsbie B MHBANMAHOM cMmepTh

CYROPOXHbIE NPUCTYMbI neMeHLMs, CYROPOTH MHOKRIOHYC, Konsicke/nauneHt

TAKXE BO3MOXHbI CHMXBHME (0ot unocTs, AnCTOHMR, TPHKOBOH K nOCTENM
$ebpunbHeie cynoporm DBMraTenbHOM
YXYAWeEHUE 3peHus
byHKUMK

[Ba roga — C/IMLLKOM AO0NTO: paHHAS AMArHOCTUKA MMEET peLuatoLee 3HavYeHne

B 1 HeC
F P P

anunenTUyYeckue npuctynsl
3anepKa paHHEro pe4Yesoro passntus'
. nOﬂBﬂeHHeCMMﬂTOMOBBBOSpOCTeOT2ﬂ04ﬂeT
Y - OﬂHMM U3 COMBIX PAHHUX CUMNTOMOB
N T TCH FeH
acrop carenep SIBNAETCS 30/1ePXKKA peyn.
TOHMKO-KNOHUYECKME, MUOKSTOHUYECKHUE Mnn y 83"/ . 6
N T TH, NeBaH|
QATOHWYECKME CYAOPOTH. ° RETEN C 3TMM 3abonesariem
v HGSHIOAG&TCR 3a4epXKa paHHero
N TEN 4aCT( THOCTI T anunen
AeTel 4acTo AMArHOCTUPYIOT INUNencuio, pesesoro passnua’.
He nposoAas FlGﬂI:NeMI.LIMX MCCI’IEHOBUHHM ans

Uckniovenus anarHosa HLJ122.

HapyweHue nponsBonbHbIX ABMXEHNA'

. H

Hapy P
. L 3 2
© Onunent " T apepXKKa B pa3BUTUMN
MHUOKNOHYC. N BQ‘JEPXKQ 3TANOB PA3BUTUA.

 —

© Oucronus. o D D

© MelweyHas cNACTUNHOCTD.

HE xauTte notepu 3peHus, utobel nocrasnts amnardos HLJ12

HapyweHus no ganHeim 3314

« ®otonapokcusmansheiit otset (PMO) Ha Hapywenus no ganueim MPT'
HuskouactotHyio (1-2 fu) putmuueckyio © ATpodusi MO3XEUKA U rMNEePUHTEHCUBHOCTL
doroctumynsuuio (POC). T2 curnana 6enoro sewecTsa B
HuskouactotHoas (1-2 Mu) POC & 6onbwom NEPUBEHTPUKYNAPHBIX 30HAX
YMCNIE CyHaeB UHAYUMPYET nosiBNeHme rONOBHOrO MO3IA.
BLICOKOGMNANTYAAHBIX 3ATHINOUHBIX CAAIKOB.

NMPOBEAWNTE OBCJIELOBAHUE Ha HLJI2, kak Tonkko sametute JIIOBOM u3 atux ¢ X p X
He xaure: HyxHo MCKJTKOYUTb UITU NMOATBEPAMTD ANMATHO3 HLU'I2 C MOMOLbIO
SH3MMOAMArHOCTUKM MIIM MOJIEKY IS PHO-reHETUYECKOro aQHANM3A.

33T - anex pamma; POC - py MPT - DNO - ¢ i oTeet.




JNa6opatopHas guarHoctuka HLJ12 npocTta?

30510TbIM CTAHAAPTOM AUArHOCTUKM CYUTAIOT BbISIBSIEHWE HEOCTATOUHOM aKTMBHOCTU pepmeHTa TPP1 u
MAEHTUMKALMIO NATOrEHHbIX BAPMAHTOB B KaXAOM 3 anneneii rena CLN2/TPP1 (8 Tpanc-nonoxenmu)?.

Mpumensem s ana ouerkn ktuexoctn TPP1 MonekynspHo-reHeTH4YeCKOE TECTUPOB HUE
SH3UMOAM THOCTMK , H MPUMEP METOA CYXOMN ren CLN2/TPP] sknioueHo 8o MHOME

K nau kposu (DBS), MoxeT MMeTb An rHOCTUYECKYIO KOMMEPYECKM AOCTYMHbIE N1 HENM FEHOB H
LEHHOCT, €CNM €€ Pe3ynbT Thi COMN CyloTCs OCHOBE CMMNTOMOB (H Npumep, anunencus)
C KnuHuyeckumu npusk K mu HLUIT2 mam wrpynnsi 3 6ones Huii (H npumep,
NOATBEPXA I0TCA MONEKYNAPHBIM H NU30M7. HUI, NIBH)2

Anroputm guarHoctuku HLL/122

KNMMHUYECKUME NPOABJIEHAS

Bepasie RpuETynLI, KoTOPBIM
P P paseurua
Pexe: T Kcunw/nnn3 AGPXK /OCT HOBK P 38TA

M Tonoruyeckue uamenenus v 330
33T ¢ nposeneHnem HuskouacroTHoi (1-2 M) POC
y i Ha py T passuris

Hun2

NOOO3PEHUE HA NOAO3PEHME NOAO3PEHME HA

TEHETUYECKME HA HLLT2* 3ABOJIEBAHME
TPAYMHBI Toer axrmanocrn U3 TPYMMbI
SMUMEMNCUM* $epuenta PPI! HLLT*
Ha6op Iy ,
recros, noRéupaeMux renerueckoe T
o et cfprrTrar

unw Goneaun uepowanim
S nunodyeumnozom (HLL)

WacnepcTaeHHbIX CxpuumHroBsie TecTsl Ha
anunencuii) aKTuBHOCTE pepmenta
TPP1/PPT1!

ONATHOCTUYECKME TECTbI 1119 3ABOSIEBAHMS HLIS2
TPP1 & nein +

p 5
rena CLN2/TPP1¢

OVATHO3 HL2 NOATBEPXKAEH

Mom epu n m Fietzefal. 2016

*Moryr notpeBos Thca RononHMTensHbie knumieckue uccnenos ki (MPT ronosworo moar , OKT, 3BT, PT, DA, SM-6uoncus). 'Akruarocts bepment TPP1 moxwo amepwTs 8 06p 3u X onpesenenHsix
TMNOB, K NPUMEP MeTOROM CyXOi K nn kposu. MMpi onpeaenenm  kTusrocTn TPPT noneswo ouenns o kxe krusHocTs bepment PPT] (HLUT 1 1un ). ‘Ouen  krusnocrn depment TPPT c nomowisio
0Bp 3U0B APYTHX THNOB MOXET T KX€ CNOCOBETROB TbMOCT HOBKS AM THO3 .

< naweneii renos, nnn

[Hns nckniovenms HUJ12 cnepyet ncnonszosars MeTogsl
bepMeHTHOM 1/ MM MoNeKynspHO-reHeTMYeCKO AMArHOCTUKM?.

HononnutenbHas uHopmaumsa o HUJI12 Ha caitte CLN2connection.ru

330 - snextposrued norp mm ; IM - anexponn A mukpockonus; IPT — anextpoperuorp mm ; DA~ rmorp dua ¢ pnyopecuennonm; POC - putmuueck s botoctumynauns; JIBH - nusocomn s Gonesns
W xonnenns; MPT — M ruTHo-peson Hen s Tomorp s HLUT — wedpon nswsiis ueponansii nunodycunnos; OCT - ontuseck s korepentn s Tomorp s PPTI — twoscrep 3 1 n nsmuronn-nporemn ; 38M-
IPHTENHO BH3E HHBIE NOTEHLUM b

Merounmwn: 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, et al. Epilepsia. 2017;58(8):1380-1388
www.CLN2connection.ru

B:OMARIN S —

©2021 BioMarin International Ltd. All rights reserved.
EU/CLN2/0848 Qesp ns 2021 .



MrIC VI
(CMHOPOM MAPOTO-JTAMW)

CMMIMTOMBbI,
XAPAKTEPHBIE
OIS MIAC VI

TyronoaBuXHOCTb

cycTaBos® \

CuHgpom b ,.! ;f

3ansicTHOro L

kaHana' 14
-

HepocTtatoyHocTb
depmeHTa:
N-aueTun-
ranakrto3amvH-4-
cynbdarasbl
(apuncynbda-
Tasbl B)

nen

C/MTIOMBI, OBLUNE
[N OBOVIX 3ABOJIEBAHUI

lonosa
[pybble YepTbl NuLa
AHomanuu 3y6os?®

Masa
MomyTHeHWe porosuLb!’

CHWXKeHne oCTpOTbI 3peHusi??

JIOP-opraHbI

Peunamsupytowme nHdekumn’

CHwxeHune cnyxa®

Cepaue
3aboneBaHus knanaHoB

cepaua’

HepBHasa cuctema
HecTtabunbHocTb
wenHoro otaena
NMO3BOHOYHMKa?3

1] [ucnnasus

3y6oBuAHOro
oTpocTka?®

OpraHbl AblxaHus
MosTopsitowmecs nHgekumnn?
O6CTpyKUUM
OblxaTerbHbIX nyTein’*

HapyweHus ckeneta
Hedopmaums kocTeir®,
NopaxeHus CycTaBoB?®,
HWU3KUiA pocT’,
MHOXECTBEHHbIN AN30CTO3'

MrIC IVA
(CMHOPOM MOPKMO A)

CUMNTOMBI,
XAPAKTEPHbIE
ONg MMNC IVA

BblpaxeHHas
ckeneTHas gucnnasus’

[Oucnnasuns
3yboBumaHoro otpocTtka’

CnabocTb CBSI304HOIO
annaparta 3anscrbs'

HepocTtaTo4HoCTb
depmeHTa:
N-aueTtun-
ranakTro3amuH-6-
cynbgaTasbl

JINCAXAPVOO3 HAMPABBLTE MNMALUMEHTA 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




&Y FarmaMondo

OTKPbIBAS JOCTYT
K VUHHOBALIMOHHbIM
. TPEMAPATAM

100+

JIET OIbITA

70+

CTPAH

3000+

MOBAJIbHAA CETb
MEXXAOYHAPOHBIX -
KOHTAKTOB

(APMAMOHIIO - weeituapckwii rnofanbHbli
TMOCTaBLUMK MEULAHCKUX YCayr. «

(6nagad BbICOKO AKCNEPTH30i B BONPOCAX 3THKM,

HOPMaTUBHOM 10KYMEHTaLNK, paboTas

B TECHOM COTPYAHUYECTBE € MEAULMHCKUM

co0614ecTBOM, Mbl 06eCneYnBaeM AOCTYN

K-fiepejoBbIM HHHOBALMOHHBIM MEAMLHCKAM

TEXHONIOFVAM W penapaTam no BCemy MUpY




HALUW NAPTHEPbDI

/2,

OAPMALEBTUYECKWNE
N BUOTEXHOJIOIMMYECKUE
KOMMAHUU

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

=5

NAUMEHTCKUNE
OPTAHU3ALIUA

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

Poccuiickaa ®epepauua
000 ®APMAMOH0

116114, Mockea, yn. [lepberesckas, 11
Ten:+7 495098 0188

(+)

MEOVNUMHCKUE
YYPEXOEHUA
N ATNTEKU

Mbi paboTaem ¢ coTpyaHUKaMK
3/1paBOOXPaHEHUA NO BCEMY MUPY,
yT06b1 3P PEKTUBHbIE pa3paboTKy
CTaHOBMAMCH AOCTYNHbIMM

B KaX[10/ CTPaHe W B KaXK10M PermoHe

NMPOPECCNOHAJIbHbIE
COOBLLUECTBA

B napTHepcTBe ¢ HaUMOHANbHBIMK

1 MEXyHapoaHbIMM NPOGECCHOHANBHBIMM
MeAMLMHCKUMY co06LLecTBaMM Mbl
CTPEeMUMCA CAieNnaTh nepejioBble
WHHOBALIMOHHbIE METO/Ibl IEYEHUA
o6LenocTyNHbIMK ANA Bpaveil

SWITZERLAND

Corporate Head Quarters

Piazza Independenza 3b, Chiasso, Switzerland
Tel. +41916976370 | Fax +41916976399

FM-RU-2020-0001



Komnaxna ANILEMONEH cneunanuampyeTca Ha nocTaskax o60pyaoBaHUA, pacxogHbIX
MaTep1anoe U NPOrpaMmHoro obecneyeHna ANA CEKB eHMPOBaHMA HOBOro NokoneHuA (NGS) u
aHanwWia Ha [HK-6uounMnax ANA PoIHKOB POCCHM W cTpaH CHIM. C 2015 roga KOMNaHuAa
ANBEWOTNEH ABNAETCA SKCKNO3MBHDIM (EAMHCTBEHHDIM ) OPHULMANBHBIM TOPTOBBIM
npeacTasuTenem u AMcTpuboioTopom KomMnaHwu lllumina Ha TeppuTopumn Poccuiickoi
®enepayum, Pecnybaukm Benapycs, Pecnybnukm Kasaxcrad u PecnyBavkm Yaberucras.

Komnauwua lllumina aenaerca namaepom g 060acTv BLICOKONPOMIBOAN TENBHOTO
CEKBEHWPOBaHWA M aHam3a Ha [IHK-Guounnax. bonee 90% Bcex faHHbIX CEKEEHW POBaHWA
Hoeoro nokoneHua Next Generation Sequecing Gbinm nonyyeHs! Ha NPMBOPaXx, MCNONBYHOWM X
lllumina. OcHOBHbIE NpeMMYLLECTEa TEXHOAOMM luming — BbiCOYAAL Ee KAYECTBO ChIPbIX
AaHHBIX, NMO/HaA MHTErPauMA Bcex 3Tanos CeKBEeHMPOBaHMA B 04HOM NpuGope, WHPOKK A
CMEKTP AOCTYNHbIX NPOTOKON0E NPOGONOAFOTOBKM W aHAM3a NONYYEHHBIX AaHHbIX, BoNbwan
npubopHan Ga3a. NopTdonmo cexaeHaTopos, PeaKTMEOR 4NA NoaroToexun GubanoTex u
cexkseHuposaHua lllumina NnossonAeT BLINOAHATL 3a434u NH0GOro YPOBHA, HAYMHAA OT
CEKBEHUPOBaHWA aMM/IMKOHOB, FeHOMOB MMKPOOPraH13mMoe 1 HeBosblwmnx naHenei, 4o
NONHBIX FEHOMOE YEN0BEKa, TPAHCHPUNTOMOE, 6ONbIWMX COMATUUECKUX NaHenel 1
NONYNALMOHHBIX UCCNEA0B aHUA.

KomnaHna ANILEMOTEH Takxe AaBnaeTcA opuuMancHbiM ancTpu GoioTopom komnaHuin Vitrolife,
CareDx u Pillar.

Komnanua ANNLEMOTEH npenocTaenaer KAMEeHTam NONHLIA KOMNAEKE YT, CBA3AHHbIX

C NPOAaMen, TeXH MUECKON NOALSPMKON U CEPBMCHBIM (FapaHTUAHBLIM M NOCT-rapaHTWAHBIM)
obcnymueannem oGopyaosaHMa v NporpammHoro obecnedenua. 3agavei ANbBWOrEH
ABnAeTCA ofecneyeHme NoNHOIo A0CTYNa KAMEHTOB K NepefoBbiM TEXHOAOTUAM U CEPBMCaM
yKa3aHHbIX KOMMaHWA, BKIOYaA CUCTEMBI CEKBEHUPOBAHWA U CHaHepsl JHK-Guounnos,
nporpammHoe obecneyeqne A GMOMHGOPMATHKM U BECH CNEKTP PEAKTHE0B.

C 2020 r KomnaHua AJIbBUONEH AenAeTcA YacTbio Mpynnbl KOMNAHWA «P-Dapm» -

OQHOIO M3 KPYNHERLWNX OTEYeCTBeHHDbIX fapMaLeBTHUECKUX XONIWHIoB. HoBbIi cTaTyc
noseonaeT AJIbBMOTEHY paclinpuTh CBOS NPUCYTCTEME HA PhIHKE KAMHWYECKOH 4UArHOCTURA
Poccum 1 cTpaH CHI M CAYHWT rapaHTUei KauecTea NOCTABKU NPOAYKUMM M TEXHUYECKOA
NOAOEPMKMA KTMEHTOB.

AJIbBUOTEH

rpynna komnaHui P-@apm




M=DIPAL

www.medipal.ru

bonee 25 ner MELUIAJ] ocyluecTsnsaeT nonHsIi UMK MO NOTMCTUKE, NPOABUKEHUIO

M BLIBOAY MPENCGPUTOB HA PLIHOK.

LlenTpanbHbin oduc

115230, Mocksa,

Bopwasckoe wocce, a. 47, «. 4

T +7 499 426 09 95,

info@medipal.ru

Dunuane:

Cankr-Terepbypr
Huxnmii Hosropon
Kpacroaap
MpxkyTek
Exatepunbypr
Hosocubupcx
Kpacrospck
bpsHex

Kazamb

[oysus
AzepbaligxaH

Cxnap

143582, Mockorckas obnacts,
r.o. Mctpa, a. MNagmkoso,
Tepp. ks. 0050316, 3n. 468

n pPeacTaBUTENIbCTBA:

benapycb
BretHam
NaTteus
Y36ekuctaH




W FTMHEKONOrKa MEAMUMHCKOro
HA3HAMEHMA
N —
c@” £
OPDAHHBIE PEAHUMALIMA TEXHWYECKHE TPAHCIMNTAHTONOMAA AHAOKPUHOMOIMA
3ABONEBAHWA W AHECTEIMONOTHMA
PEAEMNATALLMA

Coueras onbIT, 3HAHKUS CospemeHHoe
M MMPOBbIE NPAKTHKM, obopynosaHue

mbl 0BecneynBaem NOTPEBUTENER NYHLLIMMI
NpegnoXeHdammM HO pbiHKE, Beaem CBOIO
AEATeNbLHOCTL BO BCEX perMoHax Poccuiickoi
Depepauum, crparax CHI, Bnikxero u
OanbHero BQPYSE)KI:H‘ 3GHHMOEMGH NMOWCEOM
3¢beKkTHEHBIX PeLLeHMI ANG NOMOLLM NIOARM,
CTPQACIOLLMM CepLe3HbIMY 30B0NeBaHMAMM.

Crpcreruuecme YECUNKA KOMNOHKK
HOMPOEBNEHB HO PACIIMPEHHE
YHUKQNBHOMO NoPThEns NPOAYKTOB,
BEKAOYQHOWEND MHHOBAUWOHHBIE,
BBICOKOTEXHONOMMYHBIE K XKHMIHEHHO
BOXHBIE NEKOPCTBEHHLIE CPEACTRa.

CKNnagckoro kKomnnekca

nossonseT cobnioaaTs camele CTporue
YCNOBUA XPAHEHUS NPOAYKUMM

W BEINONHATL TPEDOBaHMA OTPACNEBbIX
CTQHAQPTOB M HOPMOTHUBHLIX QKTOB,
Met ucnoneayem nepenossie
QETOMOTUIWPOBAHHLIE CKNAACKUE

H NOTHCTHHECKKE TEXHONOTWHK,

O TAKXE COOTEETCTBYIOLLYIO
T-undpactpyktypy ana pabotsl

€ rOCYAQPCTEEHHOR MHDOPMAUMOHHORA
CUCTEMOH MOHWTOPMHIQ ABMXEHWA
NeXOpCTEEHHLIX NPENUPOTOB.



MEOUMAJ] — cospemeHrHas
dapmauesTHyeckas aucTpHbLIOTOPCKas
KOMMQHMsI, OCYLLECTBNAIOWLAS KOMMNIEKCHO®
obecneyeHne yupexaeHnH

CUCTEMBI 3APABOOXPAHEHMS
MHHOBALMOHHBIMU NEKAPCTBEHHBIMM
CPEACTBAMM U U3AENUAMU MEAULMHCKOTO
HO3Ha4YeHUsA Ha TeppuTopmmM Poccuu,

ctpan CHI v pansHero 3apybexes.

Bonewe
MHPOPMALMKM HO CanTe:

www.medipal.ru



janssen y

PHARMACEUTICAL COMPANIES OF

gvﬂmmmqgcrﬁ/mw

«SIHcceH», nogpa3penerHve dapMaLeBTUYeCKUX TOBapoB
000 «[>oHcoH & [I>KOHCOH»

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

www.janssen.com/russia

O Janssen, papMauLeBTUYECKMX KOMMNaHuAX Johnson & Johnson

B Janssen Mbl co3gaem byayuiee, rae 3a60sieBaHNSA 0CTaHYTCA B MPOLUIOM. Mbl
— ¢dapmaueBTMyeckne komnaHum Johnson & Johnson, 1 Mbl He Xaneem cun,
yTobbI 3TO HyAyllee CTasI0 peasibHOCTbIO A1 MALUMEHTOB MO BCEMY MUPY. Mbl
nobexpaaem 3abosieBaHNS NepeaoBbIMU OTKPbITUAMM HAyKKN. M306peTaem, Kak
NOMOYb TEM, KTO HY>XA3eTCsi B noMoLu. Micuenaem 6e3HageXXHOCTb YesioBeye-
CKMM TEMNJIOM.

MbI paboTaem B Tex 061aCTAX MeAMLNHbI, FAe MOXEM MpUHeCcTH 6oblue BCEro
MoJib3bl: CEePAEYHO-COCYANCTbIe 3abosieBaHMA, MMMYHOOMOCPEAOBaHHbIE
3ab0n1eBaHMA M HapylleHWs obmeHa BewecTs, MHPEKUNOHHble 60/1e3HU K
BaKLMHbI, 3360/1€BaHNA LLeHTPa/IbHON HEPBHOW CUCTEMbI, OHKOJIOTUSA, JIeroy-
Has apTepunasibHas rmnepTeH3nsa.

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 APOMATUHECKIX L-AMVHOKICAOT)

«KpacHble paarm» aepuumnta AADC:

«KPACHbIE ®AATUN» . «KPACHbBIE ®AATU» .
CO CTOPOHbI LEHTPAABHOU CO CTOPOHbI BETETATUBHOMU
HEPBHOU CUCTEMbI HEPBHOU CNCTEMbI U AP.

1
ABurateAbHble HapyLieHUs BereTtaTMBHasi HepBHas cuctema'

D 3aAepiKKa MOTOPHOrO pasBUTua™? Mro3

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

[]
m
X X X X 5
LN | D
[]
[]
[]

N36biTOUHOE NOTOOTACACHUE
HecTabuAbHOCTb TeMnepaTypbl TeAa
MAakcuBocTb/pasppakKUTEABHOCTL?

MnoTeH3uns (opTocTaTuueckas)

HapyweHus cepaeuHoro purma

He aepxut He cuaut He ctout He xoaut
roAoBy Amnapes

HapyuweHue cHa
MbiweyHas rMNoOToHUA
(fAaBHBIM 06pa3oM MbILLL, KOpryca)

F'MnepToHyC (FAaBHBIM 06Pa3oM MbILLILL KOHEUHOCTEH) Apyrue NMPpU3HAKU U cMMnToMbl'

ABuUraTeAbHble pacCTponcTBa

[

Mpo6AeMbl ¢ KOpMAEHHEM/TAOTaHNUEM

KYAOTMPHbINA KpW. 5
CI37 P pus D lacTpoMHTeCTUHaAbHbIN pedAtokc
(ABYCTOPOHHAA A€BMaLUA rAas)
D CHuXXeHne NprMbaBKM Macchl TeAa
3aAepXKKa KOTHUTUBHOTO Pa3BUTUSA W oTCTaBaHMe B pocTe
3aAepXKKa pasBUTUA pedn D T
TMnokuHesusa
AuctoHusa

CMMﬂTOMbI, nvo6the CMMNTOMaM Npu aytusme

O I e

SnuaenTuyeckne npucTtynsbl

He nponyctute ocHoeHble cumnTombl aepuumnta AADC, Takue Kak: 3aA€PIKKA ABUFraTeAbHOro
Pa3BUTUA, MbILLEYHAA FTMNOTOHUA/TMNEPTOHYC NPU OTCYTCTBUM CTPYKTYPHBIX
aHomaAmi Ha MPT/33r. Aeduumnt AADC caepyeT UCKAIOUYMTb Y MaLMEHTOB

c noaosperuem Ha ALLM, snmnaencuio, ayTusm, MUTOXOHAPHaAbHbIE 3a60AeBaHMs.!

HABAIOAEHMUE

Mogosp yB o ged AADC?
UCCAEAOBAHME  [MossonuTe no Homepy ropsueit auhun 8 800 100 17 60
1 3aKaxuTe GecriaaTHoe AabopaTopHoe MccaeaoBaHmne. HauHuTe AecTBOBaTh celfuac!

@ KOHCYAbBTALIMA  HesaMeAAUTEABHO HanmpaBbTe MALUEHTA K ACTCKOMY HEBPOAOTY UAW FEHETHUKY.

ALIM — AeTckuit uepe6parbHsiit napauy; MPT — MarHUTHO-pe3oHaHcHas Tomorpadms; DT — 3nekTposHUedarorpadms.

1. Wassenberg T., et al. Orphanet | Rare Dis. 2017;12(1):12. 2. Denver Il Developmental Milestone Chart. AocTynHo no cceiae: 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.

Norotun PTC ssAReTCA TOBIPHBIM 3Hakom Komnaruw «TWTCH Tepansiotukey (PTC Therapeutics).
© «[MUTHCH TepanbioTuce, 2021. Bee npasa saumuens.
MaTepuan NPeAHa3HaEH TOALKO AAR CMELMAAHCTOB 3APABOOXPAHEHMA.

BecnAaTHbiii TeAe:OH CAYXBbi MEAMLIMHCKO# MHopMaLmi 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 | Okrsps 2021.




Uckaroumnte poepnumnt AADC!

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

8 800 100 17 60

TexHUKa NPUrOoTOBAEHUS CYXUX MATEH KPOBU®

2.

3.

CobepuTte BeHO3HYIO KpoBb B Mpobupky ¢ DATA, akkypaTHO MepemellainTe MEAAEHHBIM
nepeBopayMBaHMeM NpobUpKu

HaHecuTe kanAlo KpoBM NMpU MOMOLLM NMUMETKM Ha KaXXAbIM KPYr Ha GUAbTP-KapTe.
Kpyrv AOAXHbI 6bITb 3aMOAHEHBI MOAHOCTBIO M MPOMMUTaHbI HACKBO3b

AaiiTe KpOBM MOAHOCTBIO BbICOXHYTb, A€pP>Ka GUABTP-KapTy Ha YMCTOW CyXOM MOBEPXHOCTU
MpU KOMHaTHOM TeMrepaType B TeyeHue YeTbipex YacoB. He noasepraiite obpasel,
Harpesy M MPsIMOMY MOMaAAHUIO COAHEYHBIX Ay4ei

ObpaszeL, KPOBU HE AOAXKEH COMPUKACATbCS C IPSA3HOM MOBEPXHOCTbIO U obpasuiamu
APYrUX MaLyMeHTOB

Y6eanTeCh, UTO KPOBb BbICOXAA MOAHOCTbIO, yMaKyiTe obpasel, B 6yMaxkHbI KOHBEPT UAM
B UMCTbIN aliA U NepeaaniTe Kypbepy BMECTe C COMPOBOAUTEABHOM AOKYMeHTaLMeln

Tak>ke BO3MOXXHA omnpaska LieAbHOM KpoBU UAU MOYMU

o=

Pl T

X

Sem=”

DATA — 3TUAEHANAMUHTETpPaaLeTaT.

*Fopﬂuaﬂ AVIHUA NMPEAHA3HA4YEHA TOABKO AAA CMELIMAANCTOB 3APABOOXPAHEHNA

Bpems paboTel ropsaden AvHmm: no pabounm aHsm ¢ 9:00 oo 18:00 no MockoBckoMy BpeMeHH.



’-‘ UccnedosaHue KOK
, Moxcem 6bImb KIII0HOM K

NMPABUJIBHOMY
W OuazHo3y

Y pebéHka 3adepicKa 8 MOMOpPHOM pa3sumuu?
Onpedenume yposeHb KOK ce200HA

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

« M1]] BcTpeyaetcA npuMepHo y ofHoro 13 3600-6000 U1BOPOMMEHHbIX MarbyuKoB' .

« MII] xapaKTepy3yeTcA nporpeccypyloLLieit AereHepaLyeit MiLUEYHON TKaHY M NPUBOMT K NOTepe CNOCOBHOCTY CAMOCTOATENIHO XOAWT, AbIXaTENbHOI 1 cepaeyHoi
HE[JOCTATOUHOCTY 1, KaK CTIEAICTBYE, K MPEIKEBPEMEHHOI CMepTh'#S,

MAA - X-CUENEHHOE 3A6O0/IEBAHNE, BOSHUKARLLEE B PE3YJIbTATE MYTALIMW B TEHE INCTPO®HHA?

o MLl BO3HMKAET B peaynbTaTe Aeneuvid, AynauKaLyii U To4eUHbIX MyTaLWiA B TeHe, KOQUPYIOLLEM AMCTPODUH — BarKHbIi KOMMOHEHT MeMBPaHbI MbILUEYHOTO BOIOKHE™
o« MyTauum B reHe [UCTPOdMHA NPUBOTAT K EQULMTY TIM CHUMKEHMIO AKTMBHOCTI AMCTPOGUHA®
« 310, B CBOI0 04ePe/b, BEMET K aKTUBHOMY MOBPEXKAEHMIO, G1BPO3Y 1 MUPOBOI AMCTPOGUY MbILLIEYHOI THaHM®

POKIEHUE [ \

() ()
sv 1M

[y
|
00066060 00 O o=

| IS
B Teyerme nepBbix 3 NeT i3 Y feteit K Boapacty 5 net abriopiaeca B Bospacte 10-12 ner K 15 ropam MHorium Mpory
¢ MI/ oT™evaloTcA 3aMeTHble KpynHoil 70% pereid TepaiT TpebyeTcA HeuHBa3nBHan €0 CTOPOHbI AibIXaTENbHOM 1 (W)
1 Mo/ MoTopyki®’ cnabocrs® CnocoBHoCT NepefBuraTbea BEHTWNIALIMA NIETKYX CepIIEYHO-COCYAVCTON CHCTEMbI
camocToATenbHo® B HOuHOR BpeMA’ MPUBOZAT K cMepTi'2?

PAHHAA ANATHOCTHKA MOMET YNIYYLINTD HCXO/AbI 3ABONIEBAHNA'?

+ PagpylueHHyio MbILUEYHYIO THaHb = PaHHAA AMarHOCTUKa No3BONAET Nofjobpat = MeAMarpbl MrpaloT BarkHyko POfib, NOCKOMbKY MMEHHO OHI MOTYT 3aMETUT fiepBble
BOCCTAHOBMTb HEBO3MOMHO' " KOppeKTHyto Tepanio 1 yxop'*" NPU3HaKV HePBHO-MbILLIYHOTO 3aboneBaHma"

CBOEBPEMEHHAA TOYHAA JMATHOCTHKA IMO3BONIAET MALUMEHTAM M HX CEMbAM I10/1Y4ATb HEOBXOAHMYI0 IOMOLLb W NOAAEPYKY BOBPEMA!'2"

Werounmmn: 1. van Ruiten HJ, et al Arch Ois Child 2014:99-1074-1077. 2, Bimkrant DJ, et al. Lancet Neurol. 2018;17-251-267. 3, Bushby K. et al Lancet Neurol. 2010;77-93. 4. McDonald CM, et al. Mustcle Nerve. 2013:48:343-356. 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
PTC ’ M. Muscle Nerve. 2013:46:21-26. 9. van Dommelen P. et al. Dev med Child Neuro. 2020; doi: 10.1111/dmen. 14623, 10. Laing NG, et al. Clin Biochem Rev. 2011:32:129—134. 11. Noritz GH, et ol Pedltrics. 2013;131:62016—22027. 12. Bimkrant DJ, et al. Lancet Neurol.
/ THERAPEUTICS 4. 2018;17:445-455. 13. McDonald CM, Fowler WM. Phys Med Rehabil Clin N Am. 201223:475-493.

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



JAN0L03PHUTb 3ABONIEBAHUE'

KIMHHYECKHE NPH3HAKH 1 CHMITTOMbI MAA

_—,

® | o= gp

0—6 MecAues 6—18 mecaues 2-3 ropa
* He KOHTpONMpYeT ABMHEHNA * He MOMeT CiEETb CaMOCTOATENbHO * CumnTom osepca ¢ 2 net’
L T071080V B 2 MecAua®’ 8 9 MecAues™ * He xonur yBepexHo B 2 rofa
E * He rynur B 4 mecsua’ * He Moxer nonsarb K 9-15 MecAlam? (XomuT Ha LbinoyKax)”
g * He MoreT XBatatb Wn CiMatb * He npovsHocuT nepabix cnoB K 12 * He ymeer npbirats B 2 roga’
= TIpEAMETHI K 6 MecALam? MecALaM’ * C TpynoM Geraer uiu nogHuMaeTca
= * He MorKeT nepeBopaumBaThCA * C TpynoM NoJHMMAETCA Ha Horv 10 flecThue B 3 roga’
v K 6 MecALaM®® K 18 Mecsuam®’ * He pasroBapvBaer npeiomeHnAMA
* Mnoxo xomuT K 16-18 MecaLam*6¢ B 3 roga’

[lpyrue NPpU3HaKu U cUMNTOMBI
« loBbllueHHbIf YpoBEHb « 3aepiKa passutua [uneptpodma « Hapywetus « Yacrble napexma®

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

1IPH NOZ03PEHHH HA MAJA CNIEAYET MPOBECTH TECT HA KOK

OTATOLEHHBIA CEMEMHbIA AHAMHE3 SATIEPHSKA PA3BUTHA, HANPUMEP,
C N10J103PEHUEM HA HAPYILIEHUE TPYIHOCTU NP BCTABAHMM NI
OYHKLMA MbILLILI HEBO3MOXKHOCTb XO/IUTb K 18 MECALIAM® 4%

NPOBEPUTH YPOBEHD KOK

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

MAUMEHTOB, Y KOTOPbIX OCTUTHYTbI HE BCE 3TAMbI MOTOPHOTO
JIEAYET HEMEIEHHO OBPATHTI HEBPOIOTY W/ TEHETH PAIBHTHA, CAEVET HATPABTATS K HEBPOAOTY

HopmansHeiti unu creexa nosituerHitl yposeH KOK He uckmioyaem Hanu4ue HepPeHO-MblLLeYHO20 30607eBTHUR’.

HEOBBACHUMOE NOBBILEHUE YPOBHA
TPAHCAMUHA3®

JIABOPATOPHOE UCC/ENOBAHHE

PAHHAA IMATHOCTHKA UMEET BAMKHOE SHAYEHUE

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

HoHcynemayus zesemuros
npu NIGHUPOBAHUU CeMbU™

NEYEHUE

B cnyuae noebiwenna KOK 6onee 1000 E[1/n y nauneHTOB My*CKoOro nona, Heo6XxoAMMO BbINONHUTL FEHETUYECKOE TecTUpoBaHWe Ha MO,

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

* Hopwanstii Fanason st KOK oo coctasnser o 250 e/, ABCOMIOTHIE SHaSeHA MoryT DASTSaTLC B padik naBoparopusic® **Bpenn paBorsiropaeli i B Gyive £ ¢ 9 10 18 10 MOCHOBCHOMY BpeMertn

Herounkn: 1. Bimkrant DJ, et o, Lancet Neurol 2018;17:445-455. 2. Noritz GH, et l Peditrics. 2013;131:¢2016-£2027. 3. Centrs for Disease Control and Prevention. Developmental milestoes. Avalabe a:htps:www.cde gov/ nebddd/actearly/
) plichecklist/all_checklists pf [Accessed June 2020] . Lurio J, et l. 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 Identificationof Chihood

/ THERAPEUTICS Neuromuscular Disorders. Child Muscle Weakness. 2019. Avaiabl at: chidmuscleweakness org Accessed January 2020]. 7. Ciafaloni E, et ol J Pefatr. 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 D, et al. Neuropedatrcs. 2019%:5041-45. 1. Counterman KJ, et of. Muscle Nerve. 2020:61:364. 12. Aartsma-Rus A, et ol ediatr 2019:2014:305-313.14. 13. van Ruiten K, et l Arch Dis Chid
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,
S0pocos o i noanyicra, ofpaiuaitecs no eneory: 8800 551 0397 v wa nosry: medinfo@ptcbio.com
Bee npasa Ha oGpaseryn  ororpagun mpwramnear PIC Therapeutics

[lava cospanws: Anpens 2022 Tororwn PTC AnAeTca Toprosoit Mapkait PTC Theraps 2022 PTC Therapeutics.
RU-OMD-0202 000 “TuTuCw Tepaneiomukc” 123112, Mocka, Mpecenckan Habepernan 12, 3tam 46, . 1. TOnbKO.
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PeakTtuBbl n

CtaHumsa aBToma-

OHK-amnnundpuka- OHK-amnnndpunka-

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 BpeEMEHW», 6 KaHasoB,
96x0,2 mn, QuantGene 9600, FQD-96C(EA6), Bioer.

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

FQD-96C

96 x 0,2 mn. OAMHOYHbIE NPOOUPKN, CTPUMBI,
nnaHweTsl (C nonytbkoi, 6e3 16KK)

Mopenb

Tepmo©6nok

0O6bem peakuumn

10-100 mkn

AnHamMmunyeckuii ananasoH

10 nopsigkoB

Yucno kaHanoB AeTekuum

5

3aBopackas KanmopoBka Nnpubéopa Ha KpacuTenu:

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 TEMMNEpaTypbl <0,1C
PaBHOMepHOCTb TeMnepartypbl N0 +0,3C

Onoky

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

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



A PYCMEATOPT

Komnanua «PYCMEATOPI» okasbiBaeT KOHCYJIbTaLMM NO OCHALLEHUIO
nabopaTtopuii n ocyLlecTBngeT noa6op 060pyaoBaHUS NOA, Liesin 3aKa34yuKa.

OcHaweHue na6opartopum MNLUP O6wenabopaTopHoe o6opyanoBaHue
AmMnnndukaTopsl; LleHTpudyrn nabopaTopHsbie;
MLLP 60kcbl; MarHuTHble MeLuanku;
MwukpoueHTpnodyrm; Bechbl n Ph-meTpbl;
CnekTpodoToMeTphbl; Ouctnnnatopsbl NabopaTopHbIE;
O6opynoBaHue ans anekrpodpopesa TepmocTaTthl TBEPLAOTENBHBIE;
1 OeTekumm; XpomaTtorpadus.

PeareHTtbl n nnactuk ansa MUP.

KnetouHas naGopaTtopus

OcHaweHue UPA nabGopaTtopum
Cpepnbl KynbTypasbHble, [o6aBKuy,

MpombiBaTENN NNAHLWET (BOLLEPDI) U pacTBOpbLI;

acnmpaTopbl; CbIBOPOTKM KPOBWU;

N®dA aHanmzatopsl; KynbTypanbHbIli NNacTuk;
lMnaHLWweTHbIE Welikepbl; CyeTuurKn KNeTok;
MnaHweTsbl ana DA, Mwukpockoribl;
Jlo3mnpoBaHme XNOKOCTen n KpunokoHcepBaums.

NMUNeToYHbIe J,03aTophbl;
dnakoHbl OyCneHcepbl;
HakoHe4HuKN ans 403aTopoB;
Cepornoruyeckme nuneTku;
Munetkn MNacTepa.

Mpuno6opsbl n Bce Heobxoagumoe ans NUP

BbIAEJIEHUE AHK/PHK

TpaHcuntoMmnHa- BepTukanbHbI lopu3oHTanbHasa CtaHumsa aBToma-
Top YO UVT-02S, anekTpodopes dopesHasn TWUYECKOro Bblae-
Biobase BK-VETO1, kamepa, SVL-2, JNIEHNS N OQ4YNCTKUN
Biobase Servicebio HK GenePure Pro

NPA-96, Bioer



NGS4+WIZARD

by GENOMENAL

NGS Wizard Ha nnatchopme Genomenal —

nporpamMmMHoe obecneyeHue ans 06paboTkm

M nHTepnpeTaunuy gaHHbix JAHK yenoeka, nonyyYeHHbIx

Ha Pa3NNYHbIX MOLENAX CeKBEHATOPOB U MUKPOYMMOB.
TexHONOrMa NO3BONSET M3BNEKATb MAaKCUMYM aKTyasbHON
1 OCTOBEPHOM MHGOPMALIMM AN MHTEPNPEeTaL MM AaHHbIX
reHeTMYeCcKoro TeCTMpPOBaHMSA 6e3 NpuBIeYeHNs
npogeccrMoHanbHbix BUOMHEHOPMATHKOB.

NGS Wizard pa3paboTaH B COTPYyAHMYECTBE C BpaYamu

N YYEHbIMK C Y4ETOM PEKOMEHAALIMI LLMPOKOro Kpyra
cneumanncToB. AHanM3 faHHbIX FeHETUYECKOr0
TECTMPOBAHMS MOMOraeT Bpayy-reHeTuKy B peLlleHnm 3a4ay
NepcoHann3nMpPoOBaHHON MeAULIMHbI: MOCTAaHOBKE TOYHOMO
AnarHo3a, Bbibope 3hpekTUBHON TAKTUKM NeYeHms.

Yre cerogHsa NGS Wizard ncnonb3yetcs KpynHenwmmm
POCCUIACKMMI KOMMAHMAMM, 3aHUMAIOLLMMICS MEANLIMHCKOW
reHeTVKOW, B TOM Yncie nabopaTopHbIMKU UCCNef0BaHUAMM
reHoma YyenoBeka.

5
MHormne Hay4Hble MHCTUTYTbI, 3aHNUMAOLLMECH FEHETUKOM
yenoeka mncnonb3ytoT NGS Wizard gns cBomx Hay4HbIX
mccnegoBaHuin,

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

)

NGS Wizard 3aperucrpuposaH
B €1IHOM peecTpe POCCUINCKOro
NporpaMMHoro obecreyeHus.

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 "
+7383 3321676 novel-soft.ru

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

Novel Software Systems (NOVEL) — nHHoBauMOHHas
GMOTEXHOJ'IOFVI‘-IECKaﬂ KOMMaHU4, Mbl Oﬁbe,D,VlHﬂeM 3HaHUA
B MOHEKYJ'IﬂpHOI‘/‘I 6VIOHOFVIVI n MmegmumHe C TeXxHonormamMum
aHanun3a JaHHbIX.

NGS4+WIZARD’

MporpaMMHoe o6ecneyeHmne ans o6paboTku,
QHHOTALMUN U UHTEPMPEeTaLMMN JaHHbIX
NGS yenoBeka

BORMENTAL

IT-nHppacTpyKTypa € MCKYCCTBEHHbIM
VHTENNIeKTOM ANs aHann3a 6MoMeANLIMHCKUX
n3obpaxxeHnn

ONQUETA

Lincposoe pelueHue ans BbisiBNeHNUS
NioAen € BbICOKMM OHKOJIOFMYECKMM PUCKOM
[N fanbHeNLero reHeTMYeCcKoro TeCTMpPoBaHNs

FEHOKAPTA V5. -t

IneKTPOHHas Hay4HO-NonynsipHas g > 3 Ny N

= i N
SHUMKNONEeANs MO FreHeTUKe YenoBeka : ¥ s | b ™
Ha PYCCKOM si3blKe Q il 9

genokarta.ru




Buonabmukc®

——— Swabs
—— Blood
— Cells

—— Tissues

- - -

YMHada nuHeunka sbigeneHmna OHK
> BonbLon HVIaI'Ia3OH,06pa%LOB

Ty
> Bbicokui Bbixoa AHK . . &
! o 4™ 4

= -

HoBocu6upck Mocksa CaHkr-lNeTepbypr
w/a: +7 (905) 951-07-48 wi/a: +7 (962) 828-27-96 w/a: +7 (969) 206-86-55
oduc: +7 (383) 3632240 e-mail: moscow@biolabmix.ru e-mail: spb@biolabmix.ru

e-mail: sales@biolabmix.ru

W AMnnudukaumsa

Ha N60M BKYyC

> N3oTepMuyeckas amnanoukauma
> Knaccuueckad NupP
> AMNnnoukKaums B pearibHOM BpEMEHMU

> OT-MNuUP ogHolwarosbiM METO40M

>MNUP ANvHHBIX GparMeHToB M _



Wi/
Buonabmukc®

PaspaboTka 1 npon3BoacTBo KOMNOHeHToB And MNLP-gnarHocTmku
1 MONeKynspHO-6MoNornyecknx nccneaoBaHum

Ha6ope! ang Haéopbl 1 cMecH
BblAeNeHuns ans NUP OT v OT-NUP
OHK/PHK
c— L 8 3N T §
L» ( U3oTepMunueckas
amnnuoukaums OHK-mapkepbl depMeHThI
w e

Mnatpopma

Onuro-
HyKneoTuabl SUICUHTESE
y - | MPHK

docoop-
AMUOUTBI

=

-

L

=
' ?

- I‘
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BIOSAN

PeareHTbl ans MLP 1 MonekynspHon 6unonorum

» CTtaHaapTHble HykneosmnaTpudocodaTtsl ANTP

» MoanouumpoBaHHbie Hykneo3naTpudocodaThl

» PepMeHTbI ANA MoneKkynspHon 61onorum

> MMMYHOXVIMVI‘-IGCKVIG pPEeaKTmnBbl N aHTUTENA

biosan_nsk ru OO0 BMOCAH: Hosocubupck, yn. HxeHepHas, 28

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




000 «ATIU»

Monoaan, akTUBHO Pa3BMBAIOLLLAACA KOMMNaHUA,
cneuuanusmpyroLWwanca Ha NpeaocTtaBaeHMu obopyaoBaHus,
peareHTOB U pelueHul B 061aCTN reHeTUKU, MOIEKYNAPHOM

6uonormn, MUKpobuonorum, natonorum
M MOJIEKYNAPHOMN AUarHOCTUKMU

*** Mbl sBnsiemcsa oduLManbHbIM NpeacTaBuTeIeM KOMMNaHWUMI-
Npou3BoOAUTENEN NEPESOBbIX PeLLEHUN
N BbICOKOTEXHOJIOTMYHOro obopyaoBaHuUsA B o61actu
reHOMUKK, MPOTEOMMUKM U MONEKYIAPHON Buonormm

< OcyuwecTensem noaaep Ky U cepBucHoe obeny>KnsaHme
nocrtaBnfaemoi NpoayKLmn

+“* JKcrnepTHOE KOHCY/IbTUpOBaHWeE B 06/1aCTU co34aHuA
reHeTu4YecKkux nabopatopuii ''noa Kawoy"

Hawa muccusa
Coenatb reHOMHble UCCief0BaHUA Bonee 4OCTYNHbIMMK

B Poccun mn ctpaHax CHIf nytem npeaocTaBneHUA yYeHbIM
[0CTyna K NnepeaoBbiM TEXHO/IOTMAM B 061acTu
MONEKY/IAPHON reHEeTUKN, MPOTEOMUKN, MYbTHU-
OMMKCHbIX peweHnit n BUoMHGOPMaTUKN
B LENIAX Y/Iy4LEHUA KA4YecTBa XN3HU
M 340pOBbS NHOAEN.

000 “ATr”
© 119049, Mocksa, JleHuHCKui npocnekT, 7, 1a
€ +7 (968) 651-99-03, +7 (916) 142-40-70
= info@atgc-company.ru
® www.atgc-company.ru
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L EEL
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KomnaHusa leHdpa

KomnaHusi F'eHOpa npeacTaBnseT LWMPOKUA BbIGOP peLLeHnin Ans MoneKynsipHon Gruonorum

N KINMHWYECKOoW AnarHocTuky, obopyaoBaHue n Habopsl Ans MNLUP B peansHOM BpeMeHM, TOUYEYHbI
MyTareHes, BblAefneHe 1 KOHTPOrb kKavyecTBa HyknenHoBbix kucnoT PHK, mukpoPHK n OHK,
MUKPO4UMbI BLICOKOM MIOTHOCTK, CKaHep MUKPOYMNOB, Habopbl Ans Lenesoro oboralyeHns
dpakumin reHoMa 1 MHoroe Apyroe.

"endpa sBnseTcs noctaswmkom Covaris, Agilent Genomics, TransGen Biotech u gp.
www.genera.ru
Odpmcbl:

Mockea, 119501, r. Mockea, yn. BeepHas, nom 40, komHaTa 5. +7 (495) 517-62-14
HoBocubupck, 630559, HoBocunbupckasi obnacts, p.n. Konbuoso, yn. Bo3HeceHckasi, JoM
2, nomelyeHue 1-13, kabuHet 6. +7 (913) 011-69-35

O6opynoBaHue
CucTeMbl yNbTPa3BYKOBOWA KoHTtponb Kauectea AHK u

¢parmeHTauum AHK CKaHMpOBaHWE MMKPOYUNOB

TexHonoruu
MpeumnnaHTauMOHHbIM FeHeTUYecKui Lilenesoe o6orauweHue NGS
CKPUHUHT
TexHonorua GenetiSure TexHonorus SureSelect

»SuvreSelec;
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