XAHTbI-MAHCHKI 2023
OOOOOOOOOOOOOOOOO - HorPbl

OnbIT pa60Tbl MEAUKO-FEHETUHECKOU

KOHCYAbTALLMM B UHCPOPMALLUOHHON CUCTEME
«freHom.3kcnepTy»

KacbaHoBa EAeHO BAOAMMUPOBHO
3aMeCTUTEAb AMpPEKTOPA Aen3apasa KOrpbl



MEOWKO-TEHETUYECKASA CITY>KBA HOIPbl VB

OYHKUMOHUPYET

c 1990 ropa

B wtat MI'K BxoasaT

7 Bpavyeu reHeTUKOB

MposoauTcs

17 000 KoHCcynbTaLun

Bpadva-reHeTukKa B rog

C 1 anpensa 2022 ropa BXoAUT B COCTaB
Onpepnensetcs KAOL, BY «CypryTckum oKpy>HOW

500 cnyqaeB KITMUHUYECKUN LIeHTP OXpPaHbl

> & 2e (H

> - MaTepuHCTBa U geTcTBa»
BPOXAEeHHOU U HacneaCTBEHHOM NaTonormm (s

T.4. 120-150 HacnepcTBeHHbIX 3aboneBaHun)




MCTOYHUK OAHHBIX, MOCTYNAIOLLUX B UC | B

ABTOHOMHOT0 OKPYTA - HOTPbl

-

OCHOBHBbIE IPyrinbl NALUMEHTOB,
KOTOPbLIX BEAET MEOUKO-
F’EHETUYECKASA CITYXBA HOIPbl:

E 3poposbie cynpyru, nmetome 60nbHOro
pebeHka

E BornbHble ¢ HacnegCTBEHHOW / BPOXAEHHOM
naronorveun

D’/ 3aopoBsble nuua, nmetome 6onbHbIX
POACTBEHHMKOB

M Cynpy»eckue napbl ¢ guarHo3om
oecnnoane

E BepemeHHble C OTArOLLEHHBIM CEMENHbIM
aHaMHe30M U p.

\

[

OCHOBHBbIE I'PYMMbl NATONOIUNA,
KOTOPbLIE BEAET MEOUKO-
F’EHETUYECKASA CNYXBA OINPbl:

M BpoaeHHble aHoManuu, gedbopmaLmm u
XPOMOCOMHbIE HapyLLEeHUS

Ds/ HacneactseHHble HEPBHO-MCUXUYECKUE
60/1€3HN 1 CUHOPOMbI (NCUXMYecKkne
PacCTPOMCTBa U PacCTPOMCTBaA NOBEAEHMS)

BonesHu HepBHOW CUCTEMDBI

D' HeBbiHalwMBaHWe bepemeHHOCTU 1 becnioane

D n ap.

~N




FrEHOM 3KCNEPT VB
PELWLUEHUE: YHUKANBbHbIA UT-NPOAOYKT «TEHOM 3KCHNEPT. KITMHUKA»
— LI,VICprBaFl cucrtemMa, npe,u,HasHaquHaﬂ ana aptomMmatm3daumn OedAteribHOCTUn MeguKo-

reHeTndeckon KoHcyneraumm (MIK), obecneumBarowias 3KCNEPTHYH MOAAEPXKKY Bpaya B

obnactn reHeTnveckux 3saboneBaHun. [lpoekT uudposmnsaumnm MeagnLMHCKO-FreHETUYECKON
cnyx6bl 3anyuweH ¢ 2019 roga.

OCHOBHbIE BO3MOXHOCTHU

== =

onncaHue reHearnorm4eckuun T CcepBMC
navuueHTa n ero aHanus c P A P

? A %D

BeAeHue

reHeTn4eCcKmnx
KapT nauneHToB U
YJyieHOB CeMbM

7 HuuarnbHou nopaepxKkKu

cdbeHoTMNa NoMoLbI0 AnddepeHumanLHo anep
NoCTPOeHMs ANarHoCTUKMn NPUHATUA
POLOCNOBHOIA C ucnosnb3oBaHMeM Bpaue6HbIX

npo6aHga yHuKansHon Basbl peweHun (CMMNBP)
3HaHuMn




LEMNAPTAMEHT
3[PABOOXPAHEHMSA
XAHTbI-MAHCUKIOro
ABTOHOMHOT0 OKPYTA - HOTPbl

T’EHOM 3KCIMNEPT

BA3A 3HAHUWU NO NEEHETUKE B «TEHOM 3KCMEPT.KITMHUKA»

\ 4

4 4 4
7 700+ 01 02 03 U3 cnucka HB:
HacnenctseHHble KnunHuyeckne Twvnbl
HacnencTBeHHbIX 3aboneBaHus npu3HaKu HacneLoBaHWs 3877 035
3abonesaHnit OpdbaHHble  OHKonorus
\ \, \_
3 044 > ; ; MNepeyeHb Hb:
FeHeTnyecknx 6onesHen
e 04 05 06 36 14
KaTanor reHoB CnpaBo4HUK CnpaBoyHuk MKB B3H B3H
20+ nepvuoaos HeoHaTanbHbI
MaHudecTaumm CKPUHWHTF
KIMUHUYECKUX MPU3HAKOB,
B TOM uucrne 1000 \ \ 17
reHeTn4eckux bonesHemn ( ( ( B3H
uEEr 07 08 09 " .
r nobpa
50+ CnpaBoYHMK BUOOB CnpaBoYHUK CnpaBoYHMK rpynn Pyr Aoop g
M TUMNoB MEXAYHapOaHbIX nepvonos XPOMOCOMHBIV 1 Ap.
KIMMHWYECKNX MPU3HAKOB HacrnegoBaHus KnaccudgmrKkaTopoB MaHuecTauum
\ \, \

Bcsa 6a3a nepeBefeHa Ha PYCCKUM A3bIK U MOCTOAHHO MOMOSHSAETCA




S e,
CEPBWUC CIIINBP 4 .
ONPDOEPEHUUATIBHAA OWATHOCTUKA
F’EHETUYECKUX 3ABOJIEBAHUM B CUCTEME 3A 3 LLATA

01 > 02 » 03

Bpau 3anonHsiet Cucrtema aHanusupyet Cuctema npegocraBnsieT Bpavy
KNMUHUYECKMe NPU3HaKu B BHECEHHbIe NPU3HaKn CNUCOK NOTeHUManbHbIX
cucteme no naumeHTy Ha ocHoBe Ba3bl 3HaHuW OVarHo3os

Ha60p KITMHN4YeCKUX NPN3HaKoB Cnuncok noTteHUManbHbIX AUarHo30B

* AcTeHu4eckoe TerocrnoxeHue * Cungpom MapdpaHa

* Bbicokun poct * Cungpom BugemaHa-PayteHwtpayxa

* Cungpom Cekkens, Tun 4

§

* [nuHHOE Nnuo
* Kaxekcus

+  MukporHaTus MpeacraBneHue B cMcteme crnucka

* PetporHatus noTeHumanbHbIX ANMarHo3oB

* CTpun HaTsxeHus
* Y3koe TynosuLle

*  YMeHblUEHNEe NOAKOXHO-KUPOBOMW TKaHM




CHUMXeHMe BpeMeHHbIX 3aTpaT
Bpaya-reHeTuKa Ha NoUCK
HeobxoauMmoMr AnA NOCTAaHOBKM
ANarHo3a 1 HasHa4yeHus
neyeHna nHbopmauum B
MeXAYHAaPOAHbIX NCTOYHMKAX

Q

Co3aaHue CTPYKTYPUPOBaHHbIX
6a3 AaHHbIX O NaUMeEHTax C
reHeTMYeckumm 3aboneBaHUAMM
B MHTEPECAX HayKu

PE3YIIbTATbI UCNOJIb3OBAHUA
BA3bl 3HAHUW

CoKpalleHue 3aTpaT

Ha UccnefoBaHMA 3a cyeT
Ha3Ha4YeHUsA nccneaoBaHuUi
Ha 3a60N1eBaHUA, UMEIOLLUNX
6onee BbICOKYIO BEPOATHOCTb

®

ObneryeHue npouecca
anoddepeHumanbHOM
ANATHOCTUKM

LEMNAPTAMEHT
3[PABOOXPAHEHMSA
XAHTbI-MAHCUKIOro
ABTOHOMHOT0 OKPYTA - HOTPbl

PeweHne npobnembl
HeAOCTYMHOCTU MeXAyHapoaHbIX
6a3 AaHHbIX, B KOTOPbIX
cobupaetca nHpopmauna ob
N3BECTHbIX reHeTUYEeCKUX
3a601eBaHUAX U FeHax

3

PerynapHoe obHoBneHMe ba3bl
3HaHWM ¢ yyeTom noTpebHocTEN
COBPEMEHHOW MeANLMHDbI

E_gl




T’EHOM SKCMNEPT

N4 DENAPTAMEHT
3[1PABOOXPAHEHMS
XAHTbI-MAHCHKIOr0
ABTOHOMHOIO OKPYTA - HOrPbl

OBLUUE 3PDEKTbI ONbITHONO BHEOPEHUA

4 )

C MOMeHTa peopraHM3aumnmn NnpoBeaeHa
KomnnekcHas pabota ¢ 120 naumeHTamm
N NX ceMbsiMK (Ccpeaun HUX: aetn — 84,
B3pocsble — 36)

\ )
4 )

Cuctema ctana 6ason AaHHbIX Ansa
paHHee ob6cneaoBaHHbIX NALWMEHTOB B
MI'K 3a 10 net B 06bEMe 65 513
nauueHToB

4 )

Ha paHHUX cTagmnsax BbISIBIIEHO
15 MOHOreHHbIX CUHAPOMORB (Cpeau HUX — CUHOPOM
Bunbsamca, CMA 3 Tuna, remoxpomartos, gedomuut
dhakTopa XaremaHa, rmnepromoumn-cteMHeMna n ap.)
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4 )

Mo nporHo3y noToMcTBa noATBePXKAEHO
HocutenbcTtBo CMA y poauTenein nauueHTa
(reTeposuroTHon geneunmn reHa SMN1), 4To NO3BONUT
n3bexarb B nocnegyoem poxageHna pebeHka c

3aboneBaHneM y JaHHOM napbl
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8




S e,
FTEHOM 3KCIEPT L &
NMIAHbI HA 2024 ol

B 2024 romy nnaHWpyeTcs MOMHOLEHHOE B3aMMOAEWNCTBUME  MEOUKO-TeHEeTU4eCKom
nabopaTopun co BCEMU MEAULMHCKUMU OpraHu3aumsamMu pervoHa yepes nokanbHbii COM[,
PErMOHaNbHY MHTErNPALMOHHYHIO LLUHY.

OXUWOAEMbIE 3®PDEKTDI

=1 CokpawieHune 0o 80% HeobocHoBaHHbIX HanpasneHun B MINK

p
CokpalleHne pacxoaoB Ha NpoBeAeHne reHeTu4Yecknx nabopaTtopHbIX
nccnenoBaHnmn

g

-,
YBenuyeHne Oonv paHHero BbisiBNeHnst bonesHei, cBA3aHHbIX C
reHOMHbIMM HapyLUEHUAMMU
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LEMNAPTAMEHT
3[PABOOXPAHEHMSA
XAHTbI-MAHCUKIA0r0
ABTOHOMHOT0 OKPYTA - HOTPbl

4

BJIATOOAPIO 3A BHUMAHUE!
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