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HACAEACTBEHHbLIE EONE3HVN HEPBHOW CNCTEMBbI

B pesynbTate uccnenoBaHuid,

TPYOAHOCTW .[I,VliAFHOCTVIKI/I:

npoBeneHHbIX B nocsiegHee ;

aecaTunetue, BbiiB/1€HO 3Ha4nTeAbHas CTOMMOCTb

nocAeA0BaTeNnbHOINo TapreTHoro
cekBeHpoBaHWS OTAENbHbIX reHOB

reHeTU4ecKas reTeporeHHOCTb
KANHN4HEeCKN CXO>KUX BapnaHTOB

3HauyuTe/ibHOE YM1CI0
MOHOIr€HHbIX BApUaHTOB

HacneacTBeHHbIX 60ne3Hel

< Ans obaervyeHns anarHocTukun popmel HBHC 1 3HaUUTEABHOO CHUYKEHNSI CTOUMOCTU NCCAeAOBaHUI HaMu Bbina pa3paboTaHbl NnaHeAn
HepBHoM cuctembl (HBHC), ®op pasp
Ha OCHOBEe MeTOAa BbICOKOMNPOU3BOANTEABHOIMO SK30MHOIMO CEKBEHNPOBaHWSI, pa3AeNeHHble Ha S OCHOBHbLIX KAVIHUYECKUX rpynn;
U YUCNI0 UX HEYKITOHHO

yBe/MumMBaeTca. W . Ii HacnepctBeHHble
HacneacTBeHHble HepEBHO-MbilIeYHbIE HeliponereHepaTHBHbIe YMcTBeHHasa o1:c-ranocn. 211
M pacCTPOMUCTBA HapyweHusa obMeHa
anunencun 3a6oneBaHus 3a6boneBaHus
ayTUCTUUYECKOro crekTpa BellecTB

NMATb HAWUX «3A>»

BAaroaaps yHUKaAbHbIM AocTynHas ans Bawmx naumeHToB ToAbKO TLLATeAbHbI OTOOp MocaeaHMe AaHHbIe MUPOBO MpuynHa 6one3HM ByaeT HanaeHa

pa3paboTkam HU3KMe LeHbl reHetTn4eckast AMarHOCTUKa Ha dHann3npyeMbiX reHos HayKun C MaKCMMaAbHO BO3MOXKHOWM

NCCAeA0BaHUN HoBsenwem o6opyAOBaHN BEepOsI THOCTbIO



BbICOKOINPOU3BOAUTEJIbHOE

CEKBEHVPOBAHWE HOBOI'O NMOKOJIEHUA

CEKBEHNPOBAHWE 3IK30MA - 0ANH 13 3(hdeKTBHLIX CNOCOD0oB peLleHs NpobAeMbl reHeTHeCKON
reTeporeHHOCT

 OIPAHMNYEHUA METOLA:

HekoTopble TMNbl MyTaunin He MoryT BbiTb HAAE)KHO BbISIBAEHbI:

NMO3BOJIAET OAHOBPEMEHHO UCCJIEAOBATb BOJIbLWOE KOJINYECTBO SkecriaHeun TPUIIETOB: ATAKCUM, C. MapTMHa‘Eeflﬂ
FEHOB, OTBETCTBEHHbIX 3A BO3SHUKHOBEHUE HACJIEACTBEHHbIX

3ABOJIEBAHUM, CXOAHbIX MO KIIMHUYECKWUM MPOSIBIIEHNSIM
[eTepo3uroTHbie geneunn/nynnMkauum B MacLuTabe 3K30HOB

MyTtaunn B reHax, nmerowmx ncesporersi: AIC, CMA

XPpOMOCOMHbIe NEPECTPOVKN U QHEYNIONANA
OAHOBPEMEHHOE UCCJIEAOBAHUE 97% KOAUPYWOLWMUNX YYACTKOB AIHK

M NPUNErAIOWKUX CMSAUC-30H

OgHopoauTternibckne amcommun: c-mM AHrenbmanxa, llpagepa-Bunnn



HACJIEACTBEHHBIE SMNMATENCUN

SNUNAENCUEN cTpaaaioT 6oaee 6S MAH HenoBek BO

) B naHenb BkiioyeHbl 60nee 480 reHOB, OTBEYAIOWMX 3@ PA3BUTUE IMUENCUN:
BCEM MVIpe. P1CK BO3HVKHOBEHS SMNAENCU OKOAO 1 %.

* C MOMHBIM CMNCKOM FeHOB, BKJTIOYEHHbIX B MaHesIb MOXKHO 03HAaKOMUTLCS Ha canTe genomed.ru
BkAaA reHeTrHeckinx hakTopOoB B Pas3B/TVE 3NNAENCA
cocTasnsieT 70-80% OT BCex CAyHaeB, HO TOALKO OKOAO
40% npeACTaBAeHbl MOHOreHHbIMI 3800AeBaHIISIMIA.

HACJEACTBEHHbLIE

X CUHAPOMDBI,
MPAGUK PESYALTATOB OBCNAEAOBAHU COMPOBOXIAIOIMECS
NAUVNEHTOB C ANATrHO30M «3MNMNUAENCUNS» CYNOPOrAMM

BCEI0 OBCNAEAOBAHO 488 NAUVEHTOB

[a - HanpgeHa npuyvHa 3a6oneBaHus 4 5
Aa
164 yen. BO3MOXHO - HaMAeHa BO3MOXXHas

34%
npuynHa 3aboneBaHusA. [Ans noa-

TBepXxneHusa KJIMHWYECKOM 3Ha4n- nOPOKM PA3BMTMﬂ MMTOXOHHPMA” bH bIE
;‘j;gﬂj;ziymjfm 070 I T FOfIOBHOIO MO3rA BOMNE3HU BCIIEACTBUE
y MYTALIUW B AAEPHBIX
B03MOXKHO [ Her - npuunHa He HavineHa

101 F’EHAX

21%



HACJIEACTBEHHbBIE

HAPYUWERHNA OBMEHA BELWECTB

HacneacTBeHHble HapyweHust obmeHa BewecTs (HBO) BkA0H3IOT B cebst BOAbLUYIO Mpymnny HABCAEACTBEHHBLIX
3300/AeBaHN, 3aTParBaloLLIIX MeTaboA3M 1 ODYCAOBAEHHBLIX HapyLUeHemM MeTaboANHeCKX NPOLeCCOB B TKaHSIX,

TuNnuNuYHblE
KIIMHNYecKkue

NPOABNEHNUA. Yallle BCero 113-3a OTCYTCTBINS AU HRAOCTATOHHOCTY ONPeARAEHHOIO hepMeHTa.

3apeprxka / nporpeccupyowmm o o NHTepMUTTUPYIOLWME 3NM30apbI
P porp PY [MoBbIWEHHbIV YPOBEHb HeobblyHbIM 3anax, B P Py

perpecc yMCTBEHHOIO Heo6bACHMMON PBOTHI,
orpepesieHHbIX MeTabonnTOoB B YaCTHOCTM BO BPEMSI OCTPOro >

1 MOTOPHOIO Pas3BUTKSA, aunno3a, HapyLwWeHU NCUXUKN,
KPOBU MU MoYe 3a6oneBaHus

cynoporu KoMa

[enaTomeranus

MPADDUNIK PESYN\BTATOB OEC/\EAOBAHV]VI B naHenb «HacnencTBeHHbIe HapylweHunA obMeHa BelecTB>» BXooAaT 6onee 550 reHos,
NAUMEHTOB C ANATHO30M «HBO» oTBeYawlne 3a pa3BnUTme HacneaCTtBeHHbIX 6onesHen 06MeHa, d TaKXXe 3a 4YacCTb
BCEMO O6CAEAOBAHO 122 NAUVNEHTA 3a6051eBaHUM CO CXOXUMU KIIMHUNYECKUMU nposBJIEHUAMA:
(V] HapyweHus 06bMeHOoB yrneBonoB a Opran-leCKVIe aumponatum 0 MVlTOXOH,IJ,leaﬂbele 60nesHu
(Hanpumep, 6oNeaH HaKoMMeHNA (HanpuMep, anbkamnToHypurA) (Hanpumep, cuHopom KepHe-Ceiiepa)
FAVKoreHa)
apyleHne o6MeHa CTeponaos MN30COMHble 60J1e3HM (Hanpumep,
@ H 6 @ N 6 (
[la - HaraeHa npuyYMHa 3a6oneBaHNs @ Topdupwm (Hanpuvep, ocTpan (HanpuMep, BpOoXXOEHHAA rMNepnnasus BonesHb [owwe)
| e SO e e repemexaioLLanca nopaoupus) HapnoYeyHKos)
@ AmuHoaumponaTUm (Hanpumep, @ HapylweHUs OKMUCIEHNS XMPHBIX
DEHUAKETOHYPHA) KWCnoT (HaNpYIMep, rioTapoBan * C NOAHBIM CNNCKOM MeHOB, BKAKOHEHHbIX
auMmemmna 2 Tuna) B MaHeAb MOXHO O3HaKOMUTLCS] Ha caliTe

@ HapyweHue nypuHOB 1nm
MUPUMUAMHOB (HanpUMEP, CYHOPOM @ TepoKcncoMHbie 6on1esHM genomed.ru

CwHnpowm INéwa-Haiixara) (Hanpumep, cuHapom Lienseelirepa)



YMCTBEHHAS OTCTANOCTb 1 PACCTPONCTBA

AYTUCTUYECKOI'O CIEKTPA

HacnencrtBeHHble paCCTpOﬁCTBa AYTUCTNYECKOIO CMEKTPa C MHTENNEKTYA/IbHbIMMU HapYyLWEHNAMMU Hambonee yacto BCTpe4aroTCa npu

CMHApPOME IOMKOM X-XPOMOCOMBI.

Mpu ero UCKNHOYEHUM HA NEPBOE MECTO BbIABMUIAOTCS XPOMOCOMHbIE NEPECTPOIMKM (HanpuMep, MUKPOAENeLMU/MUKPOLYNIKaLMK),

BbidB/IA€MbIE C NOMOLLBKO XPOMOCOMHOIoO MMKPOMATpU4YHOIo aHasan3a, u pasjinyHbleé MOHOreHHble 3aboneBaHus, npeacrtaB/ieHHbIe B

naHenu.

. VW T a0

MPADUNK PESYALTATOB OGCAEAOBAHNN

NAUVEHTOB C AIAFTHO30M «YO N PAC»
BCEMO OGCAEAOBAHO 95 NAUVEHTOB

Aa
19
20%

Bo3moKHO

23 yen.
24%

[la - HanpeHa npuyvHa 3aboneBaHuA

BO3MOXHO - HaliieHa BO3MOXXHas
npuymHa 3abosneBaHus. [0na noa-
TBEPXAEHWUS KIMHUYECKOWN 3HAUU-
MOCTU TPeb6yoTCsi AOMOSIHATESbHbIE
MCCeoBaHms.

I Her - npuunHa He HalpeHa

- I ]

B NMAHEJIb BXOAAT BOJIEE 250 FrEHOB, OTBEYAKOLWWKXX 3A BO3SHUKHOBEHUE

PACCTPOMCTB PA3BUTUS:

MoHOreHHble CUHAPOMBI
(cmHapoM AHrenbMaHa,
CUHOPOM PeTTa, CMHOPOM
PybuHwTeHa-Tenbu,n gp.)

BTOpMYHO-accoLMpOBaHHble
pPacCTPOMCTBA Pa3BUTUS
(MnoToHMyeckas pmuctpodus,
HenpodmnbpomMaTos,
Ty6epo3HbIN CKNepos, ap.)

HacnepncTBeHHble HapyLweHus
obMeHa (bonesHn HakonneHus,
MYKOMOonMcaxapuao3sbl, 1 op.)

X-cuenneHHas YMCTBEeHHas
OTCTaJIOCTb

AyTnsM

C NOSIHBIM CMMCKOM FEeHOB,
BKJIIOYEHHbIX B NaHeslb MOXXHO

0O3HAKOMUTbLCA Ha canTe

genomed.ru




HEPBHO-MbIWEYHbIE SABOJIEBAHUA

HepBHo-MbiweuHble 3a6oneBanusa (HM3) obwmnpHas rpynna 3abonesaHuii, xapakTepusyoLwmnecs Mblle4yHOoM

€naboCTbio, NOTEPEN MbILLEYHOM MACChl, MbILLEYHbIMU MOLEPTMBAHUSAMU, DONSIMU B MbILLLLAX, KPAMMNU, HAPYLUEHUEM
MOXOAKM, HAapyLLUEHUE l-IyBCTBMTeanOCTM@

FPADUNK PESYALTATOB OGCAEAOBAHNN

NAUMEHTOB C AUAFHO30M «HM3»
BCEMO OECAEAOBAHO 214 MALUVIEHTOB

[la - HanpeHa npuymMHa 3abonieBaHms

Aa B03MOXHO - HalaeHa BO3MOXXHas

492?/0 npuuvHa 3a6onesaHus. [Ins noa-
TBEPXAEHUS KNMHUYECKON 3HauM-
MOCTU TpebyloTca AOMNOAHUTENbHbIE

mnccnenoBaHuA.

BO3MOKHO B Hert - npuuvHa He HapeHa
44 yen.

21%

B NMAHEJIb BXOAUT 227 rEHOB, OTBEYAKOLWKXX 3A BO3SHUKHOBEHME:

BOJIE3HU

MOTOHEMPOHA

MUOTOHUU U
] NEPUOANYECKUN
NAPANNY

BOJIE3HU HEPBHO-

MbIWEYHbIX CUHATNCOB


Арт
Записка
нарушением чувствительности

Арт
Выделение


HEMPOLEMEHEPATVMBHbBIE 3AEOJIEBAHNA

HenpoaereHepaTusHbie 3860AeBaHNS NPeACTaBASIKOT CODOW LUMPOKIA CNeKTP PasAHHbIX MO CBOEW NppoAe DoAe3Hew,

0BYCAOBAEHHBIX NOCTENEHHOM MMBeALIO OTAEALHBIX MPYMNN HEPBHLIX KAETOK 1 XapakTepU3YIOLLIXCS HeYKAOHHO NpOrpeccupyoLL/M H

/
HEBPOAOMHECKM ACDULIMTOM, BKAIOH3S ABUMaTEALHBIE PACCTPOMCTBA, NCUXO3MOUMOHAALHBIE 1 KOMHTYBHBIE (BNAOTE AO AMEHLI) \

HapYLLEHS 1 SNMAeNTHeCKe NPUCTYMbI.

C NosHbIM CNUCKOM reHos, BKJ'IIOHEHH!:V\X B nAH Enb BXOHMT: E A
B MaHesib MOXXHO O3HAaKOMUTLCA Ha caunTe

MPA®UNK PESYALTATOB OGCAEAOBAHNN

NAUVNEHTOB C AMAMHO30M «HA3»
BCEO OGCAEAOBAHO 220 MAUVEHTOB

[la - HanpeHa npuymMHa 3aboneBaHus
Aa
81 B03MOXHO - HageHa BO3MOXXHas
37%
npuymHa 3aboneBaHus. Ana noa-
TBEPXAEHWUS KINMHUYECKOWN 3HAUU-
MOCTU TPebyoTCsl AOMOSIHATESbHbIE

mnccnenoBaHuA.

[ Her - npyunHa He HavgeHa

Bo3morkHo
46 ven.
21%

o [eMeHuun (6onesHb

AnbLrenmMepa, NoOHO-BUCOYHAA
JeMeHLMsA, HacneacTBeHHble
MPVIOHHbIE 3a601EBaHMS)

MapKMHCOHM3M (6011€e3Hb
MapkUHCOHa, MyNbTUCUCTEMHASRA
aTpous, KopTrKobasarnbHasa
AereHepalms, 60n1e3Hb
adbdbysHbix Tenel J1esu,
NPOrpeccupyolLMi HaobAAePHbIV
napanmy)

HacnencrtBeHHble MbllWeYHble
ONCTOHUU

MapokcuaMarnbHble ABUraTenbHble
paccTponcTBa (MapoKcK3MasibHbIe
OVNCKNHE3NW)

HelpopnereHepauus,
accouUMmMpoBaHHas C
HakonneHneM MeTansoB (6one3Hb

BunbcoHa, HerpoaereHepaumn ¢
HaKOMNEHWEM Xenesa, CUHAPOM
dapa, HakonneHe MapraHua)

ATakcum (cnnHoLepebennsapHble
aTaKCWKM, He CBA3aHHble C
3KCMaHCUEN HyKNeoTUaHbIX
MOBTOPOB)

HacnencreeHHble MOTOPHO-
CEeHCOpHble HerponaTum (bonesHb
apko-Mapu-TyTa)

HerpomeTtabonuyeckume
3aboneBaHUN (HeMPOHabHbIN
LeponaHbIN TNOdyCLMHO3,
TM30COMHbIe 60NE3HM
HaKOMNNEHWsA, COUHIOSMINLO3bI)

CnacTtunyeckne napannermm
(6bonesmb WTptomMnens, B T.4.
OCNOXHEHHbIE (HOpPMbI)

BonesHn MoToHerpoHa (6okoBOM
AMMOTPODUHECKN CKITEPOS,
CrVHasbHbIE MbllEYHbIe aTPOdMM)

BonesHw 6enoro BelecTBa
(cuHApoM Kcyesatollero 6enoro
BELLECTBA, MPOrpPeccHpyoLLme
NeMKoaNCTPOdUA)

nunentnyeckme
3HUedanonatTm

Penkne MOHOreHHble
CWHOPOMbI, CONPOBOXAALWMECH
HerpoaereHepauuen (6one3Hb
Arkapou-IyTeepec, CMHOPOM
MKybep, crmHopoM KHobnoxa)

MuToxoHapuasbHble 3aboneBaHus
BCJIeACTBME MyTaLMM B AOEPHbIX
reHax


Арт
Выделение

Арт
Записка
Добавить:
В панель входит 723 гена:


ATINOPUTM OUNATHOCTUKU NMAUMEHTA C MNMPELOMNOJIAI AEMbIM
HACJIEACTBEHHBIM 3ABOJIEBAHVEM

MPU3HAKUN, XAPAKTEPHbIE 1114 FPYMNMbl 3ABOJTEBAHUI:
HacnefCTBEHHbIe 3NMNencun, HepBHO-MbllEYHbIe 3a60N1eBaHMS,
HelpopaereHepaTuBHble 3a60neBaHMsA, HacNeACcTBEHHan 60ne3Hn 06MeHa,
YMCTBEHHasi OTCTaNoCTb U PACCTPONCTBO ayTUCTUYECKOro CneKTpa

)

MAHEN TrEHOB

CEKBEHVMPOBAHWE

NMOOO3PEHME HA
MNTOXOHOPUATIbHYIO MATOJSTIOI MO

o MUTOXOHOPUAJIBHOIO TEHOMA

MOJNTIHOSK3OMHOE Flonyunnu pesynbT
CEKBEHMPOBAHWE TP1O BAJIN

(nauveHT v ero poanTenu) «CEKBEHVPOBAHME ¢




[NMPEMMYLLECTBA PABOTbl C HAMWU

MoHMMaeM Bawwm noTpebHOCTU 1 3apaun. PaspabaTbiBaeM 1 BbICTpanMBaeM COTPYyOHNYECTBO
C KaXXObIM NapTHEPOM B MHAMBMAYASIbHOM NOPSAKe ANS AOCTUMXKEeHUA Bawmnx uenen.

ConpoBoXaaeM 06Cny)KMBaHME NaLUMeHTa OT MOMEHTA Npea3aka3HblX OHMIAaMH-KOHCYbTaLMM
[0 MOJTyYeHUs pesysbTaToB.

FapaHTUpyeM MHDOPMaLIMOHHOE COMPOBOXAEHMe naumeHTa/J1MY HeobxoanMbiIMn MaTepuanamm
O COBpPEMEHHbIX MeTofax reHeTUYECKOro TeCTUPOBaHUA.

CTporo cobnofaeM NpUHLMMIbI BpayebHOM TalHbl U HepasrflaweHns MeguuMHCKON MHGopMaLUi.

MNpepnnaraeM MHAMBUAYASbHbIA NOAXOM U LEeHOBYIO MONIUTUKY OJ1A KIIMEHTOB, @ TaKKe MHTEePaKTUBHbIE
CEepBUCHI: NOJTyYEeHME 3aKII0YEeHMA U KOHCY bTauum B call ueHTpe, Ha canTe 1 no e-mail.




v
J ‘EUUJ O L J — (]| J1abopatopus
— < <o  MONeKynapHoi
‘ 'XXX)\ MaTONOMMM

PVILLT 1O BPEMA COTPYHRVMATD

becnnaTHasa ropayas nMHUA:
8-800-333-45-38
mail@genomed.ru
genomed.ru

r. MockBa, [1000SIbCKOE WOoCCe,
noMm 8, kopnyc 5 (MeTpo Tynbckas)
JImueHsunsa Ne J10-77-01-010099 ot 21 anpensa 2015 .
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