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HACJIEICTBEHHBIX O0JIC3HEN
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IIpodeccop Marxkanos P.B.
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Buabl npopunaktnkn H.b.

o [IepBuuHas — NpegOTBpAIICHUE 3a4aTHs
OO0JILHOTO peOCHKA

* BropruuHas — mpe1oTBpalleHue pOKICHUS
OO0JILHOTO peOCHKA

* IpeTruuHas — KOPPEKUUS MPOSBICHUSA
[IaTOJIOTUYECKUX TEHOTHUIIOB

OcHoBy npogunaktuku H.b. cocraBuser
MEOUKO-2eHEeMUYECKOe KOHCYIbIMUPOBaAHUE
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MearuKO-TeHETHYECKOE KOHCYJIbTUPOBAHME

- 3TO MPOLECC, B Pe3yabTare KOTOPOIO
OOJIbHBIC WJIM HX POJCTBEHHUKH C PHUCKOM
HACJICICTBEHHOI0 WJIH IPEAIOI0KUTEIBHO
HACJICICTBEHHOr0 3a00JICBaHUS I1OJTYYarOT
CBEJCHHUS O BEPOSITHOCTH €r0 Pa3BUTHUS U
HaCJIEIOBAaHUS, MOCICACTBHUIX, a TAKKE O
CIIOCO0aX MPEayNpEKIACHUS W JICUYCHUS.

( P.Harper, 1984 )
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Buaer MI K-aus

* [IpocriekTuBHOE
(10 IIJIaHUPOBAHUS JIETOPOXKICHMUS)

* PeTpocriektuBHOE

( mociae poKIeHUS OOJIBHOIO pSOCHKA )




Ortansl MI K-aug

YTOUHEHNE OHUardo3sa.
OnpeneiieHue TeHeTUYECKOTO IIPOTHO3A.

CoobOuienne uH(popMayu 0O0paTUBIIHUMCS.
[loMmoIrp ceMbe B IPUHATHH PEIICHUA.

Karamues ucxomos MI K-nus.




| eHETHUECKUN PHUCK

e Huzkumt - 10 5%

* Cpegauii - S5 —20%

e Bricokunt - BbImIe 20%




| eHETHUECKUN PHUCK

* TeopeTnueckul (MEHCIEBCKHUI) — OCHOBAH
Ha 3aKkoHax Meunnens.

* DMIOUPUYCCKUN - OCHOBAaH Ha (DAKTUYECKHX

CTATUCTHUUCCKHUX IAdHHBbIX.




TeopeTtndeckun (MeHOENEBCKUN) PUCK
3aBUCUT OT .

- mura Hacrie0o8aHUSs;
- 2eHomuna pooumereu;
- muna bpaka.
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| eHEeTHUECKHUM TIPOTHO3

* BeposATHOCTHBIN

e OMHO3HAYHBIN




dopma coobiieHns HHMOPMALUH

e JlupexkTuBHa4:
( «BBI TOJLKHBI BO3ACPKATHCS OT
TAJTBHEUIIETO JIETOPOXKICHUSA BBUIY
BBICOKOI'O TC€HETUYECKOTO PHCKA» ).

* HegupekTruBHas (aBTOHOMMS IALUEHTOB B
NPUHATUHA PEIICHUS):

( «bOJILIIMHCTBO CEMEW B 3TOM CHUTYyaIlAM

BO3AECPKUBAKOTCA OT JAJBLHEHIIEr0 IETO-
POXKIIEHHUSA BBHUAY BBICOKOIO T'E€HETHYEC-

KOI'O PHUCKa )
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PecnybnukaHcknn Meanko-reHeTUYeckum LIeHTp

* ABNAETCcA royioBHbIM y4YpexaeHnem megmko-
reHeTn4eckon cnyxobsl M3 Pb, roe B noriHoMm o6bEME
OKa3bIBa€eTCs cneunanm3mpoBaHHasi noMmoLlb 4-X
MUIIIMOHHOMY HacerneHuto balukopTocTaHa.

* ExxerogHo cneunanuctamm Bbisgsngetca okorno 300
bornbHbIX ¢ HB, B CTPYKTYype KOTOPbIX Npeobnagaet
MOHOreHHas naTonorus.
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CTpyKTypa MeauKo-reHeTU4eCKOM KOHCcynbkTaumm

* KoHcynbTaTUBHO- JlaGopaTtopHo-
NONMUKITMHNYECKOoEe AnarHoCTn4eckoe
noapasaeneHue: nogpasaenexHune:.

« Bpauu-reHeTuku e LlntoreHetn4yeckas

naboparopus

. OToeneHue » JlabopaTopwus
NPEHATANBHOV HeoHaTanbHOro
OMarHoCTUKM JCEIKp6MHMHra

» Bpauu akyLiep- e e e

P yLis CENEKTUBHOIO

rmHekonoru Il
< A DMOXNMUNYECKOIO
* Bpaun Y3 - TIA CKPUHUHra

 Jlabopartopus
MOJTEKYSIAPHON FrEHETUKN

-
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[ eHeTu4YecKkne perncTpol

CNOCOBOCTBYIOT:

* YNYYLLUEHUIO KITMHNYECKON ANArHOCTUKU U
HabnaeHna 3a 6ornbHbIMU ¢ H3;

* MOBbILLEHUIO 3P JEKTUBHOCTH
KOHCYNbLTUPOBAHUS,

* YNYYLLEHMIO KaYyecTBa BeAeHNS JOKYMEHTaLUMNN;

* CHMXEHUIo 3aboneBaemMocT H3 B pernoHe u
«KOHTpPOMO» Hag annagemuosrnornen H3 B
LeSTOM.

-



(&)
=5
o

IHEAV0d AIGHATAIOVAVIVE

oy D) M

PETRCT? EEXACTEEIIMX CITACTD FOCCHN

~r

SHIUKJIONEAUA =

JEKAPCTB

ol

=




Nauventm

Tenetvueckue Y o .
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[ eHeTn4yeckme perncTpbl

NMNO3BOJIAIOT.

* 3P PEKTUBHO POPMMPOBATL FPYNny pucka nyTem
«CKaHMPOBaHUA» CEMEMW;

* ONpenenaTb BEPOATHbLIX HOCUTENEW reHa,
nognexatlimx MmeguKko-reHeTU4eCckomy
KOHCYnbTUpoBaHU U [JHK-guarHocTuke;

* OLleHMBaTb FEHETUYECKUN PUCK ONIA KaXXJ0ro mn3
HabngaembiX NuL, Ha OCHOBE KOTOPOro
BblpabaTbIlBaeTCA MHAMBUAYaNbHasA TakTUKa BeOEeHUSA
CEMEN C onpeaeneHmem rnporHosa ans noToMmcTBa.
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[ eHeTu4YecKkne perncTpol

* M0 MMOTOHNYECKOWU ONCTPOMdPUUN - CBEOEHUSA O
174 OOrnbHbIX N NX POACTBEHHUKAX;

* N0 Oone3Hu 'eHTUHrTtoHa — o 202 BonbHbIX,
146 BepOSATHbIX U 28 0bnuUraTHbIX HOCUTENSIX
MYTaHTHOro annens;

e No 6one3Hn BunbcoHa-KoHoBanoea — o 90
OonbHbIX U3 67 cemewn:

* Nno bonesxHu U

OONbHbIX;

apko-Mapu-Tyta — 0 245




Buabl npopunaktnkn H.b.

 [lepBruHas — npeaoTBpaAllICHUE 3a4aTUsA
O0O0JILHOI'O PeOCHKA

* BropruHas — npeaoTBpallicHUE POXKIACHUA
O0O0JILHOIO PeOCHKA

* TpeTnyHass — KOpPEKUUS MPOSABICHUS
[IaTOJIOTUYECKUX TEHOTHUIIOB
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IlepBuuHasg npodunaktuka H.b.-
npeoomepauierue 3avyamusi 001bHO20 pedeHKa

[ IpekoHLIEIIIMOHHAS OPO(PUIIAKTHKA :

» [Ipecamemuueckasi

- YaydllleHHuE Cpeabl OOHUTaHUA,
KOHTPOJIb 32 MyTar€cHHbIMA (DaKTOpaMHu

» [Ipezucomuueckas
- IlmanupoBaHue AETOPOKIACHUS
( UCKyccmeeHHoe onio0omeoperue, npuem oramoes

o1 npeodynpedicoerus 1IP )
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BEOJIESHb [OAYHA

» [IPOCTAA TPUCOMUA ( 94-95% )
(MamepuHckuli eknad - 80%, omuyosckull —20%)

 TPAHCJITIOKAUNOHHAA POPMA - 3-4%
(mo muny pobepmcoHosckux - D/21 u G /21)

* MOSAUUHBIE ®OPMBbIl - 2%.




BTopnyHaa npodomnaktnka Hb -

rnpeoomespauwieHue poxxoeHus 6osibHo20
pebeHka

 [IpeumnnaHmauyuoHHas oOuag2HOCMuKa

(npu 9KO nos3sornsem usbexxampb noocaoKy
rnopakeHHo20 aMbpuoHa)

o [lpbeHamaribHasd oOua2Hocmuka
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NMPEHATAJIbHAA OUATHOCTUKA
KAK AUCINMAHCEPU3ALMA TJIOQA

[IpoBOAUTCA B NopsAaKe
NpeHaTasibHOro CKpUHWHIA B
pernaMmeHTupyemMble CPoKU
6epeMeHHOCTU B Lensx
ONArHOCTUKN NPU3HAKOB
BO3MOXXHbIX HapyLUEHUM
BHYTPUYTPOOHOIro pa3BuUTUS
byaywero pebeHka.




IHHPEHATAJIBHAA /THAI'HOCTHKA B P®
J10 2010 - 2011 22.

MPOBOAMJIACH B dKEHCKHX KOHCYJIbTAIMAX B OCHOBHOM
Bpauamu Y3/l o01eil NpakTUKHU, ObLJIa OPUEHTHPOBAHA
HA CPOKH 2 TpUMeCTpa, HMeJIa HeA0CTATOYHYIO
3¢ dexkTUBHOCTDH, B TOM 4Hncjae BXC 2 tpumecrtpa.

CET'OJTHA:

°* OCHOBAHA HA MPUHIIMIIAX J0KA3ATEJIbHOU MeTUIIMHBI
* COOTBETCTBYET MEKIAYHAPOAHBIM KPUTCPUAM U YCJIOBUAM
* YHU(PUIMPOBAHA 1JI BCeX CYObeKTOB PD ,
e KOHTpoUupyeTcss M3 PD exerogHo (Ayaur) .
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HOBBIE IIPHHIIHUIIBI IPEHATAIBHOH TUATHOCTHKH

AxueHT Ha 1 TpumecTp OepemenHocTu (11-14 Hemesib) € MEPEHOCOM €ro Ha IKCIEPTHbIN
YPOBEHb.

HUcnonb30BaHne 0MOXUMUYECKOTO METOAA UCCJICIOBAHNS MATEPUHCKUX CHIBOPOTOYHBIX
MapkepoB 1 TpuMecTpa 1Mo KPUTEPHUIO J0KA3ZAHHOMN 3(PPEKTUBHOCTH.

IHoaroroBka cnenuaaInucTroB-3KcnepToB Y3/l mo equHoil nporpaMmMe K nNpoBeAeHUI0
CKpUHUHTra B 1 TpuMecTpe, IOMYCK K BbINOJHeHUI0 Y3U iub Bpaveil, MMEOIINX
nencreyromui ceprupuxar FMF,

PeryasipHbiii He3aBUCUMBbIA KOHTPOJIb KA4e€CTBA Pad0Thl KAXKA0I0 Bpa4a U ayauT
OMOXMMHYECKUX NMOKAa3aTeJIeH.

KoMI1eKCHBIM POrpaMMHBIN PACYeT PUCKA NPU PEryJsipHOM KOHTPOJIE HAJl BCEMU
NMpPeHATAJbLHBIMU U3MEPEeHUAMHU 1Jisl oueHKkHU o01en dpdexrusnoctu I/ (Ayaur) ¢

HCI0JIb30BAHUEM €IUHON KOMIIbIOTEPHOU MPOTrPAMMbI, IBJAIOLICHCHA 02301 JAHHBIX
PIIC.

Iosmannoe npodauofceuue npoekma

2010 roa — 3 peruona
2012 rox — S6 peruonos
2014 rox — 77 peruonoB. - <




PduHaHCMpOBaHMeE NpeHaTas/IbHOro CKpUHUHra
B Pecnybnuke bawkoprtoctaH 2013-2016 rr.

bromxxer Pb
MJIH. pYO.

2013 | 19,97

2014 | 22,28

OMC + 6Gromzxer PB * | 24,1
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[lpeHaTanbHaad AuarHOCTUKA :

- HeUHBa3UBHaHA,

- UHB8A3UBHAHA.




HewHBa3uBHBIN MIPEHATAIBHBIN CKPUHUHT
OCpEMEHHBIX JKCHIIUH

LIEJIb - ®OPMHUPOBAHHE TI'PYIIIIbI PHCKA CPE/H
bEPEMEHHbBIX KEHIIIUH I1O0 IIOPOKAM PA3BHTHA H
XPOMOCOMHBIM CHH/IPOMAM Y IIVIO/A

* buoxuMH4YeCKMA CKPUHHUHI IO TeCTaM:

- accoyuupoB8annozo ¢ bepemennocmoio npomeuna (PAPP),
- anvpa-gpemonpomeuna (ADII),

- XopuoHuuecko2co 2onadomponuna (bema-XI),

- HEKOHbIO2UPOBAHHO20 ACMpPuUona (H3).

* ViIbTPa3BYKOBON CKPUHMHLI.
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Y3U, BbINOJIHEHHOE B afjleKBaTHbI€ CPOKUN U
B COOTBETCTBMUM C CYLLEeCTBYIHOLWNMHU
npoTtokosiamMmu, no3ponset B 80% BbIABUTDL
aHaTOMUYeCKMe NOpPoOKU pa3BUuTUda niaoaa




MWHUCTEPCTBO 3PABOOXPAHEHUA PO
NMPUKA3
oT 1 HOosI6pst 2012 r. N© 572H

Ob YTBEPXKAEHWW NOPA/AKA
OKA3AHWS MEANLIMHCKOM MOMOLLM MO MPO®UJIHO "AKYLLIEPCTBO U
MHEKOJIOIMMA (3A UCKJTKOYEHWEM UCTIOJIb3OBAHUA
BCIMIOMOIATE/IbHbIX PEMIPOAYKTUBHbIX TEXHOJIOMN)"

MEPOMPUATUA U CPOKU MACCOBON MPEHATAJIbHOM
ANATHOCTUKMN:

< Y3 nnopa
11 - 14 Hepenb
18 - 21 Hepgenn
30 - 34 Heagenn

S BMOXMMNYECKMN CKPUHWHT BepeMeHHbIX (MaTepuHckue
CbIBOPOTOYHbIE MapKkepbl 1 TpuMecTpa c¢B.B-en. Xy, MArMM-A)

11- 14 Hegenb .« . & et




Bpauu Y3/, ceprupuuupoBaHHbIE
o MexKaAyHapoaHbIiM ctanaapram(FMF)

u—

Mecsryroso - 2
Ypa - 25
I'BY3 PIIIl -5
besopenk -1

WY HedTekamck

MecsryToBo

bupck -2
Kymepray -1

C*‘-‘:OKTSIﬁprKMﬁ

Hedrexkamck -2

Benopeuk

OxTsa0pbCcKuit -1
Cuban -1
CaaaBart -2

Crepnurtamak

~ S P ®ENo R BDR

Crepauramak- 7
Bcero: 49
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IHanueHTKH prHlIbI
BBICOKOI'0 PHCKa

lMpeHamanbHoe KapuomunupoeaHue

e EEEE




NHBa3uBHAsA NpeHATAJbHAasA JMATHOCTHKA B Ipylme

OepeMeHHBIX “BBICOKOI0” IeHEeTHYECKOI0 PUCKA
(pUCK TIpoLIeAYPhl HUKE T€HETUYECKOTO PUCKA)

Ilokazanus:

e CoueTaHHbIe OTKJIOHeHUsI/ KOMOMHUPOBAHHBIA PUCK
e OrkioHenuss npu Y3IU mioaa

e Orkionenuss CM npu HUDA

* HocurteabCTBO CeMeMHBIX XPOMOCOMHBIX IEPECTPOEK

 Bo3pacrT keHIIMHBI = 36 JjieT




MHBa3uBHAas IpeHaralbHas IHArHOCTHUKA

» Acnimpanus BopcuH xopuoHa (10-14 uHen.)
e [InanenToneHTes (15-18 Hen,)

e AMmHmoneHnres (15-19 nen.)

» Kopnouenres (21-22 Hen.)

* KapauonieHnres.




[lpeHaTanbHaga AnarHocTuKka

e Exxerogno B PMI'L] mposogurcs mo 700
MHBA3UBHBIX Ipoueayp. Mcmnonp3oBaHHUE
COBPEMEHHBIX HPHUHIIMIIOB U METOJA0OB MPEHATAJIbHOM
AAArHOCTHUKM MO3BOJISIET MPEIOTBPATUTh POXKICHUE
NETEU ¢ MHBAIWAW3UPYIOIIMMA HACJIEACTBCHHBIMHU
3a00JICBAHUSAMM U XapPAKTCPU3YETCS 3HAYUTECIbHOM
COLIMAJIBHOM 1 DKOHOMHYECKOU 3(P(PEKTUBHOCTEHIO,
TaK KaK CHHKACT 3aTparhbl OOIIECTBA HA COACPKAHUE
5050500401 (0):3
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MuBa3uBHaga 11
















MeToabl KOMIMJIEKCHOMU J1abopaToOpHOM
ANArHOCTUKM NaToJIOrMun npeHaTasibHoro
KapuoTtuna

v/ KonunyectseHHas dnyopecueHTHas MNUP (KO-MLP,
(parMeHTHbIX aHanu3)

v Kapuotun KneTtok umMtotTpodobracta BOPCMH XOPUOHA
(«npAMON>» U «MOyNpsAMON>» MeTon)

v KapmnoTunn Me3eHXnManbHbIX KJIETOK BOPCUH XOPUOHQ,
aMHUOTUYECKOU XUAKOCTHU, DnbpobnactoB nioaa (MeToabl
OJINTENBHOW KY/bTYPbl)

v KapvoTtun numcounTos nyrnoBMHHON KPOBY
v ®nyopecueHTHas rmbpuaunsaums in situ‘ (FISH, m
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TapreHTHas MOJNEeKYNApPHO-
LHUTOreHeTnyeckasa AMarHoCTuka

OTO MOJSIEKYNAPHAA LUTOreHeTU4eCKasi TEXHOSOrus,
KOTOPYHO MOXXHO CpPaBHUTbL C QIiFoOpeCLEHTHOMU
rmopuamnsaumen in situ (FISH) B xxnaokom cpege.

Kputepun: bbicTpoTa 1 TOYHOCTb

MaTepuan ansa nccrnegoBaHUs: BOPCUHbBI XOPUOHA,
aMHNOTUYECKAas KUOKOCTb, KPOBb

Bpema aHanusa — 24 yaca
ToyHocTb — 99%

3a 1 aHann3 86 obpasuos
S dhekTUBHOCTL — A0 95%

CHumaet NCUXO3MOLNOHAJIbHYHO N COMAaTU4YECKYIO

HaI'IpFI)KeHHOCTb 6epemeHHov| n ee ceMb




TapreHTHass MOJ1IeKY/NIAPHO-

LUTOreHeTu4YecKas AMarHoCTuKa

Hanbonee pacnpocTpaHeHHble No YacToTe aHeynouanm
(xpomocomsl 13,18,21,X,Y)

[eBaTb MUKpoaeneuMoHHbIX CUHAPOMOB
- Bonbda-XupwxopHa (4p16.3),

- Kowaybero kpuka (5p 15.3 — p15.2),
- Bunbsimca-bropeHa (7q 11.2),
- lanrepa-'mguoHa (8q 23-q24),
- [Mpapepa-Bunnun n Avrenomana (15q 11 — q12),
- Munnepa-Oukepa (17p 13.3),
- Cmuta-MareHuca (17p 11.2),
" =0v Dxopmiv 1 (22991.2) =
- Ov Oxoppxu 1l (10p 14).




TAPI'EHTHASA MOJIEKYJIAPHO-HUTOI'EHETUYECKAA
JIMATHOCTHUKA B PB: CIIEKTP BBISIBJIEHHON
ITATOJIOI'MM (2012- 2017)

IHaTo10THA

Cunapom Boasda-Xupuixopua (4p16.3)
Cunapom Ilpanepa-Buiiu ( 15q11-q12)
Cunapom Anreasmana (15q11-q12)
Cunapom Jlu Jixopxu (22q11.2)
Cunapom Iaroxku-Jlyncku(17p.11.2)
Cunapom JnBapaca
Cunapom layHa
Cunapom TepHepa
Cunapom Kasiiingeasrepa

YacruuHast Tpucomus mo 18 xpomocome

Tpucommusi 22 XxpomMoCOMBbI
JAucomus mo Y xpomocome
BoisiBjIeHO BCero

Bcero BoIImoJTHEHO aHAJIN30B

BrisiBJaeHO

_ A N S
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PE3YJ/IBTATbHI
IIPEHATAJIBHOU JTUATHOCTHKH I10 PD

Bceero 3a 2011 — 20135 roab! Mo HOBOMY AJITOPUTMY
KOMILJICKCHOM MPEHATAJbHON TUATHOCTUKH 00CJIeJ0BAHO —
0oJjiee 4,0 MUJILIMOHOB OepeMEHHBIX KEHIIIUH.

BbISIBJICHO ¢ BPOKICHHBIMHU IOPOKAMH PA3BUTHS
0oJiee 50,0 THICAY MJIOAOB.
Yucio aerer, ymepiux a0 1 romza or BpoKIAEHHbIX
AaHOMAJIUH (IOPOKOB pa3BuTHs) B PO cokparuiioch 3a

IR A U yKa3aHHﬂ"l@mﬂ—HM/ ‘




Iloka3arejb MJIaJeHYEeCKON CMEPTHOCTU B P®D cHuU3mIIcH
¢ 7,5 Ha 1000 poquBmIMXCs KUBLIMH
B 2010 roay no 6,0 B 2016 roxay.

MuaaaeHdyeckass cMepTHOCTH HA 10 ThIC. poaAuBIIMXCH
"KUBBIMHM OT BPOKICHHBIX AHOMAJIUH PA3BUTHS

cHu3ujaach ¢ 18,5 g0 13,4 (2012-2016rr.)
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Pe3yjIbTaTHBHOCTH MMPEHATAJIBHOIO
ckpuHuHra B Pecnyoiiuke bamkoprocran

Hokazamenu
Yuci10 0epeMeHHbIX KeHIIMH,
npomeamux [/ B 1 Tpumectpe

OXxBaT CKPUHUHIOM

BIIP: nuarsocTupoBano no Y31

BIIP: npepBana 0epeMeHHOCTH

BIIP: nmoarBep:kaeHo 1mo
3aBepPLICHUI0 OePEeMEeHHOCTH

XpoMOCOMHBIEC AHOMAJHHU: YUCIIO0 95 96 96 101

BbISIBJICHHBIX (U3 YHCJIA JKeHIUH (16%) (17,6%) | (22,6%) (17%)

BbICOKOI'0 MHAUBH/I. PUCKA)

XpOMOCOMHBbIE AaHOMAJINMN: 76 91 80 (83,3%) 96(95%)
YHMCJI0 MPEPBAHHBIX (80%) (94,7%)
OepeMeHHOCTEM

MuageH4yeckasi CMEPTHOCTD 7,7 7,6 7,3 6,0




MuaaaeHdyeckass CMEPTHOCTDH 10 npuuuHam Ha 10000

poauBIIMXCH KUBbIMU B Pecnydsinke bamkoprocran
(2008-2016rT.)

60
49.9
50+
453
43.1 426

dl 36035,

0 0.8
30 26.2

2008 2009 2010 2011 2012 2013 2014 2015 2016

K 8&0 ggamomuxannx



MnaneH4Yeckasa cmepTHocTh oT BIMP Ha 10000
poauMBLUMXCA B Poccunckon eenepauuu m
29 Pecnyonuke balikoprtoctaH

25

‘ P
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< CmepTHOCTE PO e CmepTHOCTL PB <o Ctonbeul
11

2011 2012 2013 2014 2015 2016




=8  KOHTPOJIb PEAJIU3AIIHHU TTPEHATAJIbHOH
i JIHATHOCTHKH B CYBBEKTAX P®

Pacnopsixkenue
IIpaBurenncrBa Poccunckon @enepanuu
ot S ¢peBpaas 2015 . N 167-p

B coOTBeTCTBUM ¢ IIAHOM MEPONPUATHH MO peaTu3annumn
«HaumoHaJbHOM CTpAaTerum JeMCTBUMHM B HHTepecax jaereit Ha 2012 -
2017 roabl» (yrBep:kaena Yiazom Ipesumenta P® or 01.07.12 Ne 761)

IIyHkT 37. «EXerogHbli MOHUTOPHHI MPOBEACHUA MPEHATAIBHON
(10po10BOIl) IUATHOCTUKM HAPYUICHUI PA3BUTUA pPeOCHKA —
rocyiapcrBeHHbIn Jokaax Munsapasa Poccuu najaram
DenepaabHoro Coopanusa PO
CpoK - 10 1 uross
uci. - Muunsapas Poccun, Poc3apaBHan3op, opranbl
" HCIOJIHMTEILHOI BllacTH cy0beKToB PD
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Kpyrasiii croa Komurera I'ocynapcreennou {lymbsr @C PO
10 OXPAaHe 30POBbS HA TEMY:

«llpenamanvnaa ouaznocmuxa ¢ Poccuiickoit
Deoepayuu: umozu, nepcneKmuebl).

Mockea, 25.02.2016




CoBpeMeHHble MeToAbl NpeHaTasIbHOMU
ANArHOCTMKU NaToJIOrMn pa3BUTUSA
naoaa

HeunHBa3nBHbIE METOAbI

e/lccnepoBaHune AHK nnoaa no ero KNeTkam B
KPOBW MaTepu
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HeunHBasnBHbIN NpeHaTanbHbi HK-TecTt ans
BbIABMIEHUA XPOMOCOMHbIX CUHOPOMOB Yy nfioga
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*Kiterku miona ¢ aneymiaouauamMu A — rpucomus 21, b — rpucomus 18




TpeTnyHasa npodumnakTmka
(KOppeKIrs IPOSIBIICHUS
1aTOJIOTMYSCKUX TCHOTUIIOB)

- IpEAYNpEeKICHNE MaHU(pECTAMU 3a00JICBaHUS
4yepe3 PaHHIOK JUAarHOCTUKY (MacCOBBIM CKPUHUHT

HOBOPOXKIECHHBIX HA SH3UMONATUH:
OKY, BI, AI'C, MB, T'AJI);

- aJICKBAaTHOE JICYCHUE U PCaOUINTAIS NAICHTOB
(muerorepanus npu PKY, zamecturenbHas
ropmoHasibHas Tepanus npu BI,LAI'C);

- XUPpYPrudecKast KOppeKIims Kypa6€JII>HBIX BIIP;

. & el

-



MaccoBbIN CKPUHHUHT
HOBOPOKIEHHBIX

* Opranm3oBaH B 50
crpanax mupa Ha 45 HbBO,
B Poccunm  CKpUHUHT
IIPOBOJUTCS Ha S
00JIe3HEH, 3 U3 HUxX
MO>XHO OTHECTH K PEAKUM

* B HEKoTOphIX CcTpaHax
CKPUHUHI TIIPOBOAUTCS Ha
NECSATKHU 3a00JICBAaHUM
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Pe3ysbTrarbl HCOHATAJIBHOIO CKPMHUHIA HOBOPOXKIeHHBIX 10 Pb

3a0os1eBaHue KoanuecTBo Kosm4yecTBo Yacrora Yacrtora
00cJIeI0BAHHBIX BbISIBJICHHbBIX (Pb) (PD)
D eHUJIKETOHYPU S 1422325 144 1:9877 1:6300
BpoxkaeHHbIN 1152745 234 1:4926 1:3500
TMIIOTHPEO3
MykoBuCUH103 590621 43 1:13735 1:7500
AnpeHo- 536069 62 1:8646 1:9700
TeHUTAJIbHbIN
CHHIPOM
Tl'anakrozemmus: 588046
KIaccHHcckat 5 1:117609 1:21500
¢popma

Jlyapre 50 1:11761



«O moHnutopunre BIIP»

Monutopunr BIIP B Pb Benerca no 21
MAaKCHMAJIbHO BBISBIIIEMON HO30JIOTUH, B
YHUCJIO KOTOPBIX BKJIFOUCHBI:

- KDYNHblEe 6HCUIHUE NOPOKU pA3eumusi,
JIECKO é6bliaejiAaemble npu ocmompe,

- MOPDOKU 6HYMPEHHUX OpPD2AHO6 C 6bICOKUM
YPOGHEM Jiema/ibHOCmMU U 6blCOKUM YVDO6HEM
éovliaejiiaemocmu npu npoee@enuu
namo1020aHaAmMOMUYECKO20 UCCTCO008AHUAL.
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HUcTOYHNKH HMHpOpMAIMH IJI
(bopmMupoBanusa 0as3bl JAHHBIX :

* POJIMJIbHBIE JIOMA,

* IETCKUE ITOJUKIMHUKH,

* IECTCKUE CTal[MOHApPHI,

* THUHEKOJIOTUYECKHUE OTACICHUS,
* IIPO3EKTYPHI.

Vuemy noonexcam monvko oemu ¢ maccoiu
500 2. u bonee, pooumenu Komopwvlx
noCcmosiHHO npodcusarom 6 PBh.
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[ Iporpamma mouutopunra BIlIP
B Pb pemmaer ciaenyromme 3amaumn

* coz0anue pezcucmpa BIIP;
* gblsACHEeHUue snuoemuonocuu BIIP;

® OYEHKA BIUAHUA IKOIOCUYECKUX quakmapae
Ha wyacmomy u cmpykmypy BIIP;

* 2eHemuUYecKoe KOHCYIbMmuposarue
cemeu ¢ BIlIP;

* cHudicenue wyacmomol BIIP 6 nonynauyuu.
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B crpykrype BIIP nan0o/b1muim
yAeJIbHBIH BEC 3aHUMAIOT:

MHO)KeCTBEHHbIC IOPOKH PA3BUTHA
PacmiesuHa ryobl 1 HeDa

CunapomMm /layna

I'mnocnaausa

I'mapouedanus




[ eHeTn4ecknmn moHuUTopuHr BINP B Pb

N3y4yeHbl YacToTa, CTpykTypa n anHamumka BI1P 3a
nepuon 1999-2010 rr. ( MapdaHosa A.K.)
YcTtaHoBrneHo, 4To YactoTa BINP obasaTtensHoOro y4yera
COOTBETCTBYET CpeaHMM nokasaTtenam PeneparsribHOro
n MexayHapogHoro Perncrtpos.

OTO OTpa)KaeT OTHOCUTESIbHYIO CTabUNbLHOCTb
MYTaLMNOHHbLIX MPOLLEeCcCOoB, NOCTOAHCTBO NokKkasaTteneu
reHeTMn4YecKoro rpysa mn akonormyeckou cutyaunm B Pb.
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YactoTta BINP B Pecnybsinke bawukopTocTaH, B APYrux
permoHax Poccum m no aaHHbIM perucrtpa EUROCAT
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TEPATOMA
KPECTLIOBO-KOMYUKOBOW OBJIACTM




IMOpMOHanbHas rpbhka
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B yci10BUSIX COBpEeMEHHOH
aeMorpapu4eCcKon CUTyaluu,
XapaKTepu3yIeucs OTPUIATEIbHbIM
€CTeCTBEHHBIM IIPUPOCTOM, IIPOdIEeMa
COXpPaHeHUsI OepeMEeHHOCTH
U KU3HHU KaK/JIA0ro pedeHKka
HpUOOpeTaeT 0CO0YI0 AaKTYaAJIbHOCTD.




ITocTHaTa/IbHAS KOPPEKIHUA Y 00JIbHBIX ¢ KypadeabHbiMu BITP




C y4yeToM noJYy4YEeHHBIX Pe3yJbTaTOB
XMPYPIrA4eCKON KOPPEeKIUU
kypaoeabHbIX BIIP nus pajabHeniero
COBEPILCHCTBOBAHUA MeIUIIMHCKOM
noMoiuu 00abHbIM ¢ BIIP HeoOxoauma
pa3padoTKa M BHEAPEHHE HOBbIX
TE€XHOJIOTUH B ONEPATUBHON XUPYPIrUM
HOBOPOKJACHHbIX U ILJIOAA.




depmeHTo3amMenaromas Teparus npu
MYKOMOJIMCaxapua0o3ax

* Anpaypa3um (JapoHHua3a)
npu MIIC 1 tuna (0oJyie3Hb
['ypiepa-Ilieiie).

* Unypcynbdaza (3mamnpasza)
npu MIIC 2 tuna
(Obone3np XaHTepa).

* l'ancynbedasza (Harna3zum)
npu MIIC 6 tuna (001e3Hb
Mapoto-Jlamn).




TecTHa
OepeMeHHOCTb
(<6 Hepenk

[TouvHUKMN NpoBEAEHUS
npeHaTanbHOU ANarHOCTUKU U NeYeHns
aAedouuunTta 21-rmnapokcmnassl

Buoncua BopcuH
XOpPUOHa

8 -10 Hepenb

OTMeHa Tepanuu
AeKcamMeTa3OHOM

OTMeHa Tepanuu
AeKcaMeTa3OHOM




KT 6onbHOro oo n nocne Bl




KT 0o n nocne HeMpo3aHOOCKONNYECKOW
KUWCTOLMCTEPHOCTOMUN
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BBeaeHMEe HYKJIEMHOBBIX KUCJIOT
C EJIBIO BO3JIEUCTBUA HA MEIUIMHCKUM
CTATYC OpraHu3mMa
U/NJIM JiedeHrue 00J1e3HH.




[Mpobnembl coBpeMeHHOWN
reHHOU Tepanuu

e be3onacHoOCTb
e dhbdheKTUBHOCTb AOCTaBKMU
e [lonagaHue B KNEeTKU — MULLEHU

 Perynupyembieé MeCTO, YPOBEHb U
BpeMs 3KCNpecCcuu.




TEHHAS TEPATIUS (EX VIVO)

Cloned gene

Gene
transfer

Select X* cells:

amplify|

s O -‘ a

(&)

7
9

0

X

0}
0
@CI
Og
0

Patient cells| Some ce+lls
X now X'

Vs
0
'@

0

0

A

removed

®
®
0g
0g
0

@’V
)
0
00
040
09
/\

>
-

Return genetically modified!
cells to patient
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YacToTa HACIEACTBEHHBIX 3200/ 1eBAHUN

3apEerucTpupoBaHo 5,053
HACJIEACTBEHHBIX 3a00JICBAHHUM.

2
-

: m%’f o CyMMapHas 4acTOTa HACIEICTBEHHBIX
3a005eBanuii mo nasasiM BO3 1o 10 Ha
1000 HOBOPOXKICHHBIX.
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e Kaxxapiil 310POBBIN YECIIOBEK SBIISCTCS
HOocuTelieM He MeHee 1*(1mo 5-7)
MYTallii B TETEPO3ZUTOTHOM COCTOSIHUU.




buoxumMuYecKU CKpUHHUHI-
BbISIBJIEHHE 00JIbHBIX

1:5000 (1:100)

I'eHeTHYeCKMI CKPMHUHTI -
BbISIBJICHHE HOCUTEJIEH,
B TOM YMCJIe TeTePO3UTIOTHBIX

1:10 (1:1)
-
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IlepcrieKTUBBI

[ IpeKkoHIIenIIMOHHAs TeHeTUYECKasl TMarHOCTHKA
reTEPO3UTOTHOIO HOCUTEIBCTBA MOXKET CIIY>KUTh
3(HeKTUBHOM NPO(UIAKTUKON MOHOT€HHBIX
3a00J1€BaHU I

[TonyIsILMOHHBIM CKPpUHUHT Han0O0JIEE YaCThIX
MYTaIIU MOKET CHA3UTh PUCK( a B ITOCIEACTBUU U
4acTOoTYy) 3a00JIEBaHUM B ACCATKU pa3

MeTtoabl CKpuHUHTAa Han0O0JIe€ YaCThIX My Talui
MOHOTE€HHBIX 3a00JICBaHUM aOCOJIFOTHO JOCTYIIHBI YiKE
CETOIHA

HeoOxoaumo B 00s13aT€IbHOM MOPSJIKE MPOBOAUTH
JTUATrHOCTUKY T'€TEPO3UTOTHOTO HOCUTEIIHCTBA YaCThIX
MYTallU{ y JIOHOPOB CIIEpMbI B paMKax nporpamm BPT.

[Ipy 5TOM HEOOXOIUMO PENIaTh STUYECKUE MTPOOIEMBI
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