NEPCOHAIU3UPOBAHHASA
MEAULMUHA

Nenos NBaH NUBaHOBUY

MNMpe3npgeHt PAMH,
aKapemuk PAH n PAMH,
AVNPEKTOP IHAOKPUHONOTMYECKMIA HayuHbIn ueHTp M3 PP



MepaunuunHa

 loKa3atenbHana?
* [lepcoHannsnposBaHHaA?
 TpaHChAUUOHHAA?




[loka3aTenbHaa meguumMHa — noaxoa K meauLlmMHCKOMU
NPaKTUKe, NPU KOTOPOM peLleHnAa NPUHUMAIOTCA Ucxoan
U3 UMEeIoLWUXCA A0Ka3aTeNbCTB UX 3PPEKTUBHOCTU U
6e3onacHOCTU, a TaKUe A0Ka3aTeNbCTBa NOABEpPratoTca
NOUCKY, CPaBHEHUIO, 0606LLEHUIO N LLMPOKOMY

pacnpocTpaHeHuIo




TpaHCNAUMOHHAA meanLuMHa — npouecc,
npeaycmaTpmBalowMiM NnepeHoC OTKPbITUN,
cAenaHHbIX B nabopartopusx, B chepy
NPAKTUYECKOro NpUMeHeHnA B meguumHe

- [




[lytTn «nepesoga»

In vitro m==) In vivo

[loKnnHuKa m) KnmHuka
*usoTHoe mmm) Yenosek
[lobposoney mmm) [aumeHT

Natopusmonorna <) Buomapkep
dapmakoreHomuka ) ddpdeKT



YTO TAKOE NEPCOHA/IUSUPOBAHHAA MEAULIUHA?

1. 3TO NPEACKA3SATE/IbHAA UHOAUBUAOYAJZIbHAA

AUNATHOCTUKA HA OCHOBE TEHOMMUKMW, T.E. CTATUCTUYHECKAA
BEPOATHOCTb BOSHUKHOBEHUA TOIO Uit UHOTO 3ABOJIEBAHUA C
NOCNEAYIOLLEN PASPAEOTKOU I'IEPCOHAI'IM3MPOBAHHOM
NPOGUNAKTUKU 3AEO/IEBAHMNIN C BbICOKOW CTEMEHbIO
BEPOATHOCTU UX BOSHUKHOBEHUA

2. PAHHAA UHAUBUAYANBHAA OAUATHOCTUKA 3ABOIEBAHUIN HA
OCHOBE NPOTEOMHbIX N METABOJ/IOMHbIX BUOMAPKEPOB

3. NOABOP MHAMNBUAYANIbHDBIX CXEM NIEHEHUA U KOHTPO/1b
IPPEKTUBHOCTU AENCTBUA NEKAPCTB HA OCHOBE TEHOMHbIX
NPEACKA3AHMA N TEPANEBTUYECKOTIO NIEKAPCTBEHHOTIO
MOHWUTOPUHTA



ONMPEAOENEHME

«NEPCOHANTN3NPOBAHHAA MEOAUMUUHA NOAPA3YMEBAET
AOANTAUUIO TEPANEBTUYECKOTO JIEMEHUA K
UMHAUBUAYAJIbHBIM OCOBEHHOCTAM KAXAOIO
NMALUMEHTA, HTOBbI BbIAE/TUTDb CYBNONYNALUUMWN,
OT/IMYAIOLLUECA NO CBOEU NMPEAPACNONOKEHHOCTU K
ONPEAENEHHOMY 3ABONIEBAHUIO NI UX OTBETY HA
KOHKPETHOE NNIEMEHUE. NPOPUNAKTUYECKOE UNTN
TEPANEBTUYMECKOE NEYEHUE MOXHO 3ATEM
UCMONBb30OBATb AN1A4 TEX, KOMY OHO NPUHECET NOJb3Yy,
9KOHOMA PACXOAblI U U3BABNAA OT NOBOYHbIX
IPDEKTOB TEX, KOMY 3TO JIEMEHUE HE NPUHECET
NOJ1b3bl»

--COBET MO PA3BUTUIKO HAYKU U TEXHUKU NPU NPESUAEHTE CLUA,
NPUOPUTETbI B OTHOLLEHUU NEPCOHA/TM3UPOBAHHOW MELULIUHbI, 2008 T.



NPEANOCHINIKW

NOABNEHUA U PA3SBUTUA
NMEPCOHAZTM3UPOBAHHOW
MEAOULUHDI



BapuaHTbl pa3sutua cobbituin npu
obwem amnarHose y rpynnoil
nauMeHToB

H iy — @?j’,

TOKCUYHO
Ectb apPeKT

He TOKCHMYHO

Ectb apPeKr

/ OpuHa KOBOE\
neyeHue

TOKCUYHO He TOKCUMYHO
Het a¢PeKra HeTt a¢PeKra



YHUBEPCAJIbHOE JIEMEHUE NOAXOOUT HE BCEM
MPOLEHT NALUMEHTOB, AN KOTOPbIX ONMPEAENEHHbIN
NMPEMNAPAT HEQO®®EKTUBEH, B CPEOHEM:

AHTUAENpecCaHThl i

JlekapCTBa OT aCTMbl 40%

MpoTnBoanabeTnyeckune
cpeacTBa 43%

CpeacTBa Ans neyeHus
50%

apTpuTa
JleyeHune 6onesHu
Anburenmepa 2
CpeactBa Ans neyeHus
PEA a 75%

paka




CTpyKTypa nepexoaa

3aBTpa

JlekapcTBa, OpUEHTMPOBAHHbIE
Ha Y3KMI NPOPUIbHbIN
CermeHT

CeropHA
y

PasgeneHne nponssBogmTCA Ha
OCHOBE aHaNM3a reHoma

Buepa ‘

OrpaHuyYeHHOEe KONn4ecTBo
NeKapCTB «Ha BCe C/Ily4am»

«XWUTbl NPOAANKY,
OpMEeHTUPOBAHHbIE Ha

! Jlydwine 13 BO3MOXKHbIX
LUNPOKNUN CNEKTP

3 PEeKTbl NP MUHUMYME
HeXXenaTeNlbHbIX ABNEHNM

50% nauneHToB He
[OCTUratoT Uenesblx
nokasaresnemn

OTCyTCTBME LUMPOKUX
ony6AMKOBaHHbIX
pekoMeHaaunm

3HauYnMmoe Koanm4ecTso
HeXenaTesibHbIX ABNEHUM

OPPEKTUBHOCTL U
6e3onacHocTu nog,
BOMPOCOM



TaxkecTb 3aboneBaHuA

O6blyHOe TeueHUue 60n1e3HN

TEPAINUA

OUATHO3




TaxkecTb 3aboneBaHud

¥enatenbHoe TeyeHue 60s1e3HU
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TEPAITNA

/
OUATHO3/MTIPOIHO3

'PYINIMNA PUCKA _ CKPUHUHI

Bpema



TaxkecTb 3aboneBaHmA

OnTumanbHoe TeyeHue 60s1e3Hn

NMPOPUTTAKTUKA

rPYMMNA PUCKA - CKPUHUHI

HABJTIOOEHUE

Bpema



HAYAJIO NYTU
K NMEPCOHANTN3UPOBAHHOMN
MEOUUWNHE



BapuaHTbl cyTOouHOro purma Al
Al (mm pT.cT.)

Avnnepbl

CHUMKEHME HOYHOrO
Al Ha 10-20%

HoH-gunnepbl

OTCYTCTBME CHUXKEHMUA
Ho4yHoro A/l

HauT-nukepbl

nosblleHne HoyHoro A/l

Bbllle AHEBHbIX 3HAYEeHUM
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Puck cepae4yHo-coCcyaAMCTOM CMEpPTHOCTH
B 3aBMCMMOCTHM OT CyTOUuHOro purma A4

OTHOCUTENbLHbLIN PUCK

4 -

UHapKT WHCYNbT 3.9

HaWT- HOH- HauT-

HOH-
aunnepsl aunnepsl nneps! MKEpbI

avnnepbl nukepbl

“Ohasama study”, 2001



LlupKaguaAaHHBIA PUTM IT'OPMOHOB
B KPOBH Y MYKYHUH

/]
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Nopmo Ry
poCTA KopTuson

7 €CTOCTEPOH

0 éOO 6I00 éOO 12IOO 1800 2400




NEPCOHA/IM3UPOBAHHAA
MEOWULIMHA U TEHETUYECKOE
KOHCY/IsTUPOBAHME



POCCUA BOLUJIA B UMCINO CTPAH-YYACTHUKOB MEXXAYHAPOOHOI'O
NMPOEKTA «NMPOTEOM YEJNIOBEKA», KOTOPbIA ABNAETCA
NMPOAOCJIXKEHUEM

Xp. 14
(PpaHuma)

Xp. 6
(GERELE)!

Xp.3

(AnoHwua)

Xp. 2

(LWWeekuapua)

OCHOBHAA LUEJIb NMPOEKTA «[MPOTEOM YEJIOBEKA» B MEAULIUHE:
NMOUCK BEJIKOB-BUOMAPKEPOB 0514 CO30AHNA METOOOB
PAHHEW OUATHOCTUKN 3ABOJIEBAHUN



« 285 reHOB
* 30 TbicAY 6enkos
350 3aboneBaHuu

bonesHb lNapKuHcoHa
bonesHb Anbuyzelimepa

[llusogpeHus

KonopekmanbHbil pak
% Pak nodxcenyodo4HoUu xcesnesbi

B-knemoy4yHasa Anumgoma
= OcmeocapKoma

AMurnoudHas Helipornamus 3
{ bonesHb HumaHHa-lNuka
lMpomonopgupus _
 PeemamoudHbil apmpum

llcopuas



MonekynapHasa reHeTuka - 3gpaBooxXpaHeHMIo

MoHoreHHble 6one3Hn — okono 5 000 dopm (2-4%

nonynsauun)
B Poccun exxerogHo nposoautcs cebille 20 000 npoueayp

MOJEKYISIPHOW ANArHOCTUKW, B T.Y. AOKITMHUYECKON U

npeHaTanbHOU D

Bone3Hu c reHeTU4YECKOU NpeapacnosfioXXeHHOCTbLIO — bonee
10 000 dbopM (25% Bcex GONMbHUYHBIX KOEK)

B HU PAMH ocyuwecTtenseTcs gnarHoctuka boree

1000 xpomocoMHbIx bonesHen, bonee 300
HacneacTBEHHbIX CUMHOPOMOB U Bbone3Hen obmeHa

BELLECTB,. D

NepcoHanunsnpoBaHHasa NpoduNakTuKa, «reHeTU4eCKMU NnacnopT»




Pacnipenenenue amnener DRB1
npu C/] 1 Tuna B Mmupe

<ii:: 3abornesaemMocCTb

B DRB1*17(03)
¥ DRB1*04
B DRB1*14

3aboneBaemMocCTb




Yacrora BCTPECIACMOCTHA AJVIC/IBHBIX BAPDHAHTOB I'€HA

HLA-DRB1*04 B pa3au4HbIX NONYJIAUNUOHHBIX rpynnax Poccuu

04 11,64 35,37 33,52 17,78 16,34 28.74 17,39
0401 3,80 16,21 9,14 5,61 12,65 12,13 0,73
0402 1,66 0 0,76 0,93 0 0 0
0403 0,95 1,47 8,38 1,87 1,05 5,75 7.16
0404 3,09 17,69 5,33 7,9 0,53 1,28 10,14
0405 0 0 0 0 0 5,75 0
0407 1,66 0 0 0 0,53 0 0
0408 1,19 0 16,00 1,87 1,58 2,93 0
0410 0 0 0 0 0 1,28 0

[MpenpacnonoXeHHOCTb K MHcynnH3asucumomy Cl

YCTOMYMBOCTb K MHCYNnH3asmcnumomy C/




Ipeapacnonaraomue K CI 1 tunma HLA - ramorunbi
B [IATH nmonyjasauusax PO

ITHUYECKH CHCIIH(l)H‘IHbIe rafnJioTuilbl

OR45
BoJaoraa
40 - [ Bawkupbl
B bBypaTtbl
351 Knmaccun4yeckue ans B Bonoraa
50 | EBPOMbI ransioTunbl B Mocksa
O AxyTtbl
25 -
20
15 - Boaoraa bBypaTbl
ol MockBa bamkupsl
5_
0_

04-0301-0302  17-0501-0201 04-0301-0304 16-102-602-8 04-0301-0401-2 08-0301-0302



3amuTHbie HLA - ranyiorunsi B naTu nonyasauusax Pd

ITHUYECKH CHeIII/I(l)H‘IHI)Ie rafnJioTuIlbl
1/OR

SAxyTus
[] Bawkupbl
B BypAaTbi
Knaccuueckue B Bonorna
anda B MockBa
EBponbl I AxkyTbl
ranfoTunbli
MockBa
AxyTus
BoJjorna
BoJjioraa
MockBa

11-501-0301 15-0102-0602-8 13-0103-0602-8 09-0301-0303 07-0201-0201 07-0201-0303 13-0501-0301



Puck pa3sutuA caxapHoro gnabeta 1 Tmna

Qn Q0
AACAS ]
MonynAuMoOHHbIN - Mang — 3.6-8,5% Mama — 1,1-3,6% OnuH
puck — 0,2-0,4% cnbe - 4%

[Boe 1 poauTtenb [Boe
cmnbcos - 9,5% 1 cmnbe - 12% poautenen - 34%



POCCUNCKAS AKALEMUSI MEOULIMHCKUX HAYK

lNepcoHaNIn3npoBaHHaA Tepanus
Ha OCHOBE NreHOMHbIX

M NOCTreHOMHbIX TeXHOJIOMrMu



NPEMMMNIIAHTALMOHHASA
FEHETUYECKAA AUATHOCTUKA (NrA) -

[AMarHocTnka reHeTu4YeCKUX aHomaamm y smbpumoHos
A0 MOMEHTA UX MMNNAHTaULUMN.

BoinonHeHue 1] 603MOXHO MOAbKO NpuU UcnosnbL3o8aHuUU
Memoooe 8CroMo2amesibHbIX PenpooyKMUBHbIX MeXHOo102ul,
OCHOBOHHbIX HO 3KCMPAKOPNOpPaAsabHOM 0rns1000mMeopeHuuU
(3KO), m.k. monoeko 8 pesynbomame npoyedypol IKO 803MOMHCHO
nosy4yeHue omoesibHbIX K1emoK 3MmbpuoHos 014
2eHemu4ecKol Oua2HOCMUKU.




OcHoBHble NoKa3aHuA K nposegeHuto N4
BbisBneHue 4acTo BCTPeYaloWMUXCA XPOMOCOMHbIX aHOManuK
(C-m [layna u gp.)

Hannuune B cembe MOHOreHHON 00NE3HN UMK HOCUTENBLCTBA
(remocpunua, agpeHoreHuTanbHbIN C-M)
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Cm-lnom [NayHa

Benackec, 1644 Femocmnus
AxoHpgponna3sus

B 20052. 229 cry4yaeB NPeUuMnNaHTauMoOHHON ANArHOCTUKM

B 2009 2. 555 cnyuyaeB npemMnnaHTauMOHHOM
ANarHOCTUKMN

Pocamvickas Accouynaumns Pernipogykuymm YenoBeka




Tanbl pa3BUTUA SIMOPMUOHOB YEeNOBEKA

| 3 CYTKM 4 CyTKM |
2 CYTKMU MOpYyna 5 cyTKmn

bnacroumncTta

XeTuuHr (BblnynieHue) 6nacTtoumncTsbl
5-6 cyTkmu



NMpemmnaaHTauMOHHAA reHeTUYeCKaa ANarHOCTUKa
metoaamu FISH un PCR

Bnacromep ambpuoHa ¢
cuHgpomom [layHa

e (3 curnana 21

XpPOMOCMblI)

PCR FISH
AnarHocTUuKa ANArHOCTUKa




KnuHmnyeckoe npumMmeHeHwue:

N s cembe c remochunuen A

PopocnoBHaa cembu

Mames
Hocumerno

CbiIH,
60neH

2emopunueti A CrnOHMAHHbIE

®]

m

abopmel

Omey
300poebll

NnaHnpoBaHue BTOpOro
pebeHka ¢ KO

Ana nepeHoca BbibpaH
(XX) ambpuoH Nel

Pesynbrar

3aknoyeHue:
No Pesynbrar Mopdonorus
) UCCIICAOBAHUS. amMbpuroHa

XX

1 ’ 2AA

mut\normal
2 XY, mut (60716HOI1) mor
3 XY, mut (60715HOI1) 1AA
XX, mut\normal
4 mor
(HOCHTETB)

AwnarHoctupoBaHa
6epemeHHOCTD,
3aBepLlinBLUaACA
poXxXaeHuem
340P0BOM

AEeBOYKMU




KnnHnueckoe npumeHexnume Mg

AyTOCOMHO- AyTOCOMHO- X-cuenneHHble 3aboneBaHus ¢ Opyrue
peLeccuBHbIe AOMUHAHTHbIE 3aboneBaHuA 3KcnaHcuen 3aboneBaHuA
3aboneBaHuA 3aboneBaHuA TPUHYKI€OTUAHbIX (puck

NoBTOpPOB * paszeumusi)
MykoBucumnnos PeTuHoGnactoma Muoauctpodus CVHAPOM NOMKOW HLA-TUNMpoBaHue
OwoweHHa/bekepa X- XpOMOCOMbI
Bera-tanaccemus Heipocpnbpomatos | ro\iodunus A/B MuoToHuueckas Rh-cbakTop (pe3yc
anctpodus KOHNUKT)
CepnoBugHo- CuHapom
KIEeTOUHAS AHEMMS Tu- Gpaymenn HapgnoyeuyHukopBas Bone3Hb NeHTUHITOHA Puck passmuﬂv
He[OCTaTOYHOCTb C paka MOno4yHom
rMNOreHMTan3mMom xene3sbl
CnuHanbHas CemenHbIN Puck pa3eutus 6-Hu
amuoTtpodus ageHononunos AnbureiiMepa B
Moroaom Bo3pacTe
AppeHo- AxoHpgponnasus
reHUuTanbHbIN
CUHAPOM
BOKH CuHpgpom MapdaHa
AHemMus DaHKOHU HecoBepLueHHbIN
ocTeoreHes
MCAD TyGepo3HbIn
cKnepos
Bone3Hb Tea-Cakca | NMUrmMeHTHbIN
peTuHUT
BynnesHbin
anupepmonus
MoHoreHHble 3abonesaHus
N— 7

~—




4TO HAAQO CAEJIATDb, HTObBbI
NEPCOHAJINBNPOBAHHAA MEOAULIMHA
CTAJIA PEAJIbHOCTbBIO

1. COSAATb «AOPOXHYIO KAPTY»

«MEPCOHAJINSNPOBAHHAASA
MEAMUUNHA COUMNAJIBHO, SHAHYNMDbIX
SABOJIEBAHNWN»

2. PASPABOTATb NMPOTOKO/bI
NMEPCOHAJIN3NPOBAHHOM
MEOAMLIMHBbI U BHEOAPUTb UX B
3APABOOXPAHEHMUE



3. BCTYNUTb B MEXXAYHAPO/OHbIE
KOAJIULIUN U BBAUMOOEVUCTBOBATD
C LEHTPAMMW
NEPCOHAJIUSUPOBAHHOM
MEAULIMHDbI B EBPONE, CLUA U AP.

4. CO30ATb HAYYHO-
UCCJIEQOBATEJIbCKN KOHCOPLIUYM
«MEPCOHAJIUSUPOBAHHASA
MEOULIMHA »



«Cpedcmea maccoeoii
ungopmauuu
He MeHee ONacHbl,

uem cpedcmea

MAcCco60eo

YHUUMOXKEHUAY

1894 - 1984

NeTp JleoHnpgoBuy
Kanunua



baaroaapto
3a BHUMaHue!



