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MeHeTuKa AHAponioruga
Na6opaTopHas Nab6opaTopus
reHeTuka: aHaponorum:
MpenmnnaHTaynoH- Cnepmorpamma,
Has reHeTnyeckas Mopdhonorus,
OnarHocTumka MAR-TecT, HBA-TecT
metogom NGS
KoHcepBaTuBHOE
JAnarHoctuka nevyexHune
HacneaCTBEHHbIX X
3a6oneBaHuin Npyprudeckoe
meTozom NGS NleyeHne MY>XCKoro
6ecnnogus

(Tect NextGen21)

HevHBa3usHasn
npeHatanbHas
AunarHoctuka (HAMMT)

LiutoreHeTtuka
(kapuoTtunupoBaHue)

MonekynapHo
-reHeTM4ecKmin
aHanus (AZF, CFTR,
Tpomb6oununm)

Mepauko-reHetTnyec-
KO€ KOHCY/bTWN-
poBaHue

PESA, MESA, TESA,
TESE, Micro-TESE

Mukpoxumpypruye-
cKasl BapuKOLeNakK-
TOMUSE



MpenmyLiecTBa CeTU KIMHUK

1 CobcTBEHHAs reHeTuyeckasa nabopa-
TOPUS — NOJIHbLIA CMNEKTP UccneaoBaHuii

2. NMpenmnnaHTaunoHHasa reHeTM4yeckasa gua-
rHoctuka (Mrpg) amé6prmoHos metogom NGS

3. Tect NextGen21 Ha HacnepgcTBeHHbIe
MOHOTreHHble 3aboneBaHus

4. KpynHenwnii B Poccum 6aHK AOHOPCKO
crnepmbl 1 OOLMTOB

5. ABeHaguarts nporpamm 9KO

6. MeAuKO-reHeTUYECKOEe KOHCY/IbTUpOBaHue

7. NMpUMeHeHne MUKPOXUPYPIUN B NIeHEHNN
MYXCKOro 6ecnnogus

8. Obyyatowme meponpuaTUA AN Bpadei



Bpauun-penpogykrtonoru

CaHkT-lMeTepbypr

3abenknHa
Onbra MropesHa
3asegyowan otTaeneHnem
BPT, Bpay akyLwep-ruHeKo-

nor, penpoayKTonor, KaHau-
AaT MeauUUHCKUX HayK

AdaHnenaH
AHXena BsyecnaBoBHa

Bpau akyluiep-ruHeKonor,
penpoaykTonor

depnopeHkKo
MnnoHa NropesBHa

Bpau akyuwep-ruHeKkonor,
penpoaykTonor, kaHauaat
MeAULUNHCKUX HayK

No63eBa
AvaHa AHApeeBHa

3aBeaylolwas MexayHapoaHbIM
0TAENoM, Bpay akylep-ruHe-
KO/Mor, penpoayktonor

Ha3zapoBa AnekcaHpgpa
BnagumupoBHa

Bpau akyliep-ruHeKonor,
penpoayKkTtonor

MBacununsa
PycynaH 'mBueBHa
Bpau akywep-ruHekonor,

penpoaykTonor, Bpau
BbiClIE KaTeropuu



MockBa

KopHunos Ka3zapsaH
Hukonaii BanepbeBuy Nna MwunxainnosHa
MeauunHcKnii AnpeKkTop, naBHbIli Bpay NGC B Mockse,
Bpa4y aKkywep-rmHekKonor, Bpa4y akyuwep-rmHekonor,
penpopgykrtosor penpogykrtonor
MocecoBa No6opa
FOnna EBreHbeBHa OkcaHa AHaTONbeBHa
Bpay akywep-rmHekonor, Bpau akywep-ruHekonor,
penpoaykTonor, KaHguaar penpoayKrtosnor

MeANLUHCKUX HayK



leyeHune 6ecnnoaund
metTonammn BPT

Mporpammbl KO

1 JKcTpakopnopasbHOe ONNOAOTBOpPEHME

g A W N

IOKO/MKCW B ecTecCTBEHHOM UMWKNe

. MckyccTBeHHaa MHceMuHauus
. 9KO ¢ MMHUManbHOW cTuMynaunemn

.I'Iporpalvlma ana nauneHToB CO CHMXEHHbIM

oBapuanbHblM pe3epBOM, 6AHKUHT OOLUTOB

. OTNnoXXeHHoe MaTepuHCTBO

MpenmyuiecTtBa

MonHbIA cnekTp nporpamm BPT

Hannuve AMCTaHUMOHHbIX Mporpamm
no NoAroToBKe MNauuMeHTOB



JoHopcKkne nporpamMmmbl
Mporpamma goHopcTBa oountoB ¢ MKCWM (c npepo-
ctaBneHvem 8 unum 12 ooyunToB)

. MepcoHncduympoBaHHaa nporpammMma fOHOpCcTBa
oountos ¢ MKCW (c npepoctaBneHnem 12 ooumMTOB)

. OKO/MKCW B ecTeCTBEHHOM LMWK/Ne C uCnonb3oBa-
HMeMm 6 oouUNTOB AOHOpa

. 9KO unm mckyccTtBeHHass UHCEMUHaLUNA cnepmMoil
AoHopa

. JOHOpbl KpMobGaHKa KAUHUKKA UM KpnobaHKoOB
naptHepoB (CRYOS International)

. Mporpammbl ¢ fOHOPCKMMN 3amMbpuoHamMmm KpnobaHka
KNUHUKN

MpevmywecTtea AOHOPCKUX
nporpamMmm cetn KNuHMK NGC

Bonee 300 goHopoB oouMTOB B Hase
ButpudcdmunpoBaHHble 00UNTbI KpUobGaHKa KAMHUKM

JOoHOpbl KIMHUKKM NMPOXOoAAT ob6cnepoBaHne Ha
HOCUTENbCTBO HacC/eACTBEHHbIX 3a60neBaHni
(NextGen21)

Bo3mMoOXHOCTb BblOOpa goHopa no 70 napame-
TpaM K XapakTepucTMKam OHNalH Ha caliTe
KTMHUKN

Y BCeX AOHOPOB KAWHWUKN €CTb AEeTK



[[eHeTunkKa

Kpeumap
MapunHa BanepbeBHa

3aBegywuiasa otgeneHnem
KJTNHUYECKO TeHEeTUKN,
Bpay-reHeTuK

Mepanko-reHeTu4yeckoe
KoHcynbTnposaHue (MIK)

MokalaHUs MU ANs HanpaBfeHUa K Bpayvy-reHeTuky
ABNATCS:

YcTaHoB/IeHHada nauM nogo3pesaemas
HacneanctBeHHada nartosiorna B CeMbe

MnaHnpoBaHne B6EPEMEHHOCTH
O6cnepoBaHne nepeg KO

MprBbIYHOE HEBblHALWIVBAHNE GEPEMEHHOCTH
KpoBHOpOACTBEHHbIE Gpaknu

OueHKa pUCKOB HacneACcTBEHHOW maTonoruu



MpevmnnaHTayMoHaa reHeTnyeckas
anarHoctuka (Nra) merogom NGS

Camblii COBpeMEHHbI Y BbICOKOTOUYHbINA
MeTo[ M3 BCeX cyu,ecTByr LW mnx!

MpoBepneHo MccnepgoBaHo
ONarHocTuk IMOpPUOHOB

MoBbliweHne apdpekTnBHOCTM nporpamm IKO 3a
cyeT cenekyunnm amo6pMoHOB 6e3 reHeTUYeCKOW naTto-
norum

AHanu3 Bcex nap XpoMOoCOM OLHOBPEMEHHO C Hau-
6onee BbICOKOW MO CpaBHEHMWI C ApyrMMun metopa-
MW TOYHOCTbIO

TouyHOCTb uccnepgoBsaHuga > 99%

B knnHmnke NGC npeumnnaHTauMoOHHasa reHetunye-
ckad gmarHoctnka metongom NGS nposBoauTcHa Ha
nepsom B Mupe 3apernctpuposaHHom B FDA cekse-
HaTope HOBOro nokoneHmsa MiSegDx (lllumina,
USA), pa3dpaboTaHHOM crneunasnbHO /19 KIUHUYe-
CKux nabopatopuii



O6cnepoBaHne Ha HOCUTE/IbCTBO MOHOTEHHbIX
HacnepncTBeHHbIX 3abonesaHnin — NextGen21l

OCHOBaAHO Ha TEXHOJ/IOTUN BbICOKOMPONU3BOAMUTENBHOIO
cekBeHuposaHua (NGS).

TecT HanpaB/feH Ha yCTaHOB/IeHWe cTaTyca HOCWU-
TenbCcTBa NO CaMblM 4acTo BCTpevalWwmnumcs 1 TSXeNbliM
HacneACTBEHHbIM 3ab60neBaHUAM, BbIBNSET Kak

n3BeCTHble MyTaunnm, Tak U paHee He OnMcaHHbIe
naTtoreHHble BapunaHThbl.

NprvMeHeHne No3BOJISAET CEMbE 3HAYUTE/IbHO CHU3UTh
BEPOATHOCTb POXAEHUA AeTel C TAXeN0oln Hacnep-
CTBEHHOW naTtosiormeii. Ha ocHoBe uccnepoBaHus
Bpay-reHeTUK paccyuTbiBaeT PenpoOAYKTUBHbIN PUCK U

pa3pabaTbiBaeT UHAMBUAYANbHbIE peKOMeHAaUUN ANs
KaXXaoWn cCembu.

NextCen2l

Next Generation Clinic



leH
CFTR
PAH
SMN1/SMN2
DMPK
DMD
HTT
F8
HBB
HBB
APC

MUTYH

IDUA
PKD1/PKD2

PMP22

VHL

ATP7B

GBA

HEXA
BRCA1/BRCA2

3abonesaHne

MykoBucunaos

deHnnKeToHypus
CnuHanbHO-MblWeYHasa aTpodusa
MwnoToHn4yeckasa guctpodpua lruna
Muoaunctpodma AoweHHa
Bone3Hb XaHTUHITOHA

Fremocpunma A

BeTa-Ttanaccemuns
CepnoBuAHOK/NETOUYHAA aHeMUA

CeMeliHblii afeHOMaTO3HbIn NoNnno3
In Il Tna

CeMeiiHbln ageHOMAaTO3HbIA N0AMNo3
In I Tna

Mykononncaxapungoslruna

AYTOCOMHO-AOMUHAHTHbIN
MNOANKNCTO3 novek 1u Il Tnna

bonesHb Wapko-Mapu-Tyta
Bonesub Mvnnena-Nnupay
Bones3Hb BunbcoHa-KoHoBanosa
BonesHb lNowe

bonesHb Tea-Cakca

HacneaCcTBeHHbIN pak MOJIOYHOM
xenesbl N An4HMKoB 1un Il TMna



HenHBa3nsBHOe NpeHaTanbHoe
TectupoBaHue (HUMT)

B0O3MOXHOCTb Y3HaTb XPOMOCOMHbI Habop
nnoga c 9-10 Hepgenn 6epeMeHHOCTH

BepemeHHOCTb AHanuns Kposu Wcecneposanne JHK
c 9 Hepenu marepm
BrnonHdopmaLmnoHHas Onpegenexune BecnnatHas KoHcynbTa-
obpaboTka YPOBHSA pucka uMs no pesynbtaram

ob6cnepoBaHus
Llenb npoBepgeHns nccneposaHnsa nnogHon AHK

NcknioyeHne XpOMOCOMHbIX HapyweHuii y naoga:
JdayHa, 9aBapaca, lMNaray, WepeweBckoro-TepHepa,
KnaiHdenbTep, Tpunnongns

TecT NO3BONSAET BbIABUTb Hanuume Mukpogeneunin —
noTepb HEGONMbLWMNX YHACTKOB XPOMOCOM

Mo pe3ynbTatam nccrienoBaHWd C BEPOATHOCThLIO
99,7% MOXHO UCKAKYNTb HapyweHue ymucna 21,13,18
M NOJTIOBbIX XPOMOCOM, Hann4due Tpunaonguu

TecT ABNAeTCA BaXHbIM uccregoBaHnem And TOYHOTO
onpeapneneHna nona naoaa nNpu reHHbIX 3aboneBaHuAX,
cuenysieHHblX ¢ NoJjioM



KapunotunupoBaHue (aHann3 XpoMOCOMHOTo Habopa)
pekomMeHAYyeTCA BCEM CYNpPYyXecKuMm napam, B aHaM-
He3e KOTOpbIX ecTb 6ecnnoane HessCHOro aTHoreHesa,
HeyaayHble nonblTkM KO, NpuBbIYHOE HEBbIHALWIMBA-
Hue. Pe3ynbTaT aHanM3a NoMoXeT AOKTOPY BbIABUTb
(pakTopbl pucka gnga 6yayuero notomcraa.

Mpn Hepa3BMBaK LU NXCA GEPEMEHHOCTAX NPOBOANTCS
KapuoTunuposaHue abopTHOro martepuasna. NameHe-
HMEe XPOMOCOMHOIo Habopa MOXeT KacaTbCs Kak
yucna, Tak U CTPYKTYpbl XpOMOCOM. BbisiBneHue (nnu
X€e HEeBbISAB/IEHNE) XPOMOCOMHOT0O AncbanaHca
NMO3BOJ/INT CKOPPEKTUPOBATb TAKTUKY MIaHNPOBaAHUSA
N BeAeHns byayuilein 6epemMeHHOCTH.

MonekynsapHo-reHeTu4eckue nccnepoBaHuns

B KNMHNUKe NPOBOAMTCA KOMMNEKCHbIA aHanns
reHeTUYeCKNX NMPUUYNH MYXCKOro 6ecnsogus.
Mukpogeneunn (notepun ydyactka B AZF-nokyce
Y-XpOMOCOMbBI) MOTYT NPUBOAUTbL K LULMPOKOMY
CNeKTPYy HapyweHUn pepTUNbHOCTU: OT CHUXXEHUS
KOJinyecTBa cnepmMarto3onaoB A0 NOJIHOTO OTCYTCTBUA
MOJIOBbIX K/MIETOK B CEMEHHbIX KaHasnbuax. MyTtauuns
reHos CFTR BbigBnetca y 5% MyX4uH. Takoe
OTK/IOHEHWEe MOXeT cTaTb NPUUYUHON aTpe3nu
CeMSABbIHOCALLNX NPOTOKOB, 4YTO, B CBOK o4epenb,
npuBoAUT K 6ecnnoauio.



AHpaponorus

Mopes Bnagumup Borontw6os Cepreii
Bnagnmuposuy Bnagnmumnposuy
naBHbIi Bpay NGC AvpeKkTop aHAPONMOTNYECcKo

B CaHkT-lMeTepbypre, Bpau roynnel B MockBse, Bpauy
yponor-aHgposor, spay yponor-aHaponor, kKaHanaat
BbICLIEN KaTeropmm MeOULUNHCKUX HayK

» JleyueHue myxckoro 6ecnsogus

» KoMnjekcHOe KOHCepPBATMBHOE JIEYEHNE MYXCKOI0
6ecnnogmus

e JleyeHve npu runoraHagmMsame, mMeTabo/IM4YecKomMm CUHApPOME

* Xupypruyeckoe nedyeHve Bapukouene
(MUKpoXupypruyeckass BapmkoLenakTomMmus, onepauns
Mapmapa)

* [lony4yeHue cnepmMaTo3onioB XUPYPruyecknm nytem npu
asoocnepmMmum

* KoMnnekcHbIi aHanm3 reHeTUY4eCKUX MPUYMH MY>XXCKOro
6ecnnogms

NNabopaTtopusa aHaponoruun

MosHbIA KOMMEKC nccnefoBaHnini afakynara:
PU3NKO-XUMUNYECKNIA N MUKPOCKONUYECKNIA aHaNn3

MAR-TecT — onpepeneHne aHTUcCrnepMasbHbIX aHTUTeN

HBA-TeCcT — pyHKLMOHa/IbHbIN TECT Ha CBA3blBaHNE
crnepmaTto3oufoB C rmasiypoHOBOIN KMUCNOTOM



Onepaunn npu 06CTPYKTMBHON a3oocnepMum

PESA MESA
UpeckoxHas acnmpaunoHHas Mukpoxumpypruyeckaa 6uoncms npugartka
6uoncusa npnoaTtkoe An4vek ANYKa (Ba303ﬂMAMAMMOaHaCTOMO3)
Micro-TESE

MwukpognccekynoHHas 6uoncus amuek

Camada coBpemMeHHas u adppekTnBHaAA MeToAmnKa
Nno MoJsly4eHnio cnepMaTo3onioB U3 anmyek



CoTpyAHUYECTBO M 0by4yeHue

Ha 6a3e knuHnkn NGC peanu3ylTca obyvawuwme
MeponpuaTua ana spayvyeinr, aMmopruoa0roB U NPoUnx
cneunanncToB, 3aJencTBOBaHHbIX B cthepe BPT.

AaMUHUCTPaALNA KNUHUKN npurnawaet Bac K yyacTtuio
B NapTHEPCKUX nporpamMmmax, HanpaB/leHHbIX Ha ob6ec-
nevyeHne apPeKTMBHOIO nevyeHma Bawumx nayneHTOB
B KinHnKe NGC!

Mo Bonpocam coTpygHuyecTBa Bbl
MOXeTe obpaTntbca:

Manunkosa ApuctapxoBa
MapvnHa bopucoBHa Mapua CepreeBHa
FeHepanbHbIli AMpPeKTOp [OvpekTop no pasBuTuio

B CaHkT-lMeTepbypre B Mockse
mchalikova@ ngc.clinic maristarhova@ ngc. clinic
Mopes Bnagumup Ka3zapsaH

Bnagnmunposuy Nna MuxainoBHa

naBHbIn Bpay NGC naBHbin Bpay NGC

B CaHkT-MNeTepbypre B MockBe

vmorev@ ngc.clinic lkazaryan@ ngc.clinic



Halwnm KNUHUKWHU

NGC B CaHkT-lMeTepbypre NGC B Mockse
+7 (812) 775 55 55 +7 (495) M09 09
info@ngc.clinic moscow@ ngc.clinic

13-aa nuHusa BO, 10 BepxHasa KpacHocenbckas, 3/3



Ob6cnepoBaHue nauyMeHToB NPW NOATOTOBKE
K nporpammam BPT

Heobxoanmble o6cnefoBaHnsa nauneHToB XeHuwunHa MyXuunHa
npu NOAroToBke K nporpammam BPT roAHOCTb rogHOCTb

WccnepoBaHust KpoBM:

Ha cucpunuc, BUY, renatutel B n C 3 mec. 3 mec.
Ha Hanuume Ig G K BUpycy KpacHyxu, LIMB 12 mec. -

Ha Hanunuune lg G K Bupycy repneca 12 mec. 12 mec.
KIMHUYECKNIA aHann3 Kposu 1 mec. -
6MOXMMUNYECKUI aHa/IM3 KPOBU 1wmec. -
K/MHW4YecKas Koarysnopramma 1 mec. -
Masku:

Ha MUKPOBUMOLMHO3 1wmec. 6 mec.
MUP Ha NN 6 mec. 12 mec.
OHKOLUTONOINS C LWeiKn MaTKu 12 mec.

Mpoune uccnefoBaHWs:

cnepmorpamma - 12 mec.
aHann3 mMmo4um o6uinii 3 mec.

Y3/ opraHoB masoro Tasa 2 mec.
cnrooporpadms nerknx 12 mec.

OKI 12 mec.

0CMOTp TepanesTa 12 mec. -
Y3 M0oNouHbIX Xenes (MammMmorpagus) 12 mec.

o nokazaHuAM:
KOHCY/NbTaUWsi TeHeTUKa U KapuoTunupoBaHue
KOHCYNbTauUus aHAOKPUHOOra O[IHOKPATHO OAHOKPaTHO

nanapockonuna ninnn rmcrepockonmna
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9KO + TEHETUKA = HOBOE NMOKOJIEHWNE



