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TPAHCPOPMALUA NMPOLLECCOB OKA3AHUA
MEAULUNHCKOU NOMOLLUN C NPUMEHEHUEM
UHPOPMALIUOHHbIX TEXHOAOINU B IOTPE.

KacbsiHoBa EAeHa BAaAMMUPOBHA
3AMECTUTEAb AMPEKTOPA Aen3apasa KOrpebl
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NPEAMNOCBIIKU: MEAUKO-TEHETUYECKAS CJTY)XXBA OIPbl

P> Ha Ttepputopun KOrpbl G6onee 25 net QyHKUMOHMpPYET
eAVHCTBEHHas B pernoHe Me[nKO-reHeTn4yeckas
KOHCYnbTauusa (nabopatopua — 33 roga) go 31.03.2022 -8
cocTaBe NoMUKNUHUKK BY «OKpy>XHOM KapAnonornyeckum
aucnaHcep «LleHTp AnarHOCTUKN N cephevHo-CcoCcyauCcCTomn
xupyprum», ¢ 01.04.2022 B cocTtase KL, BY «CypryTtckumn
OKPY>XXHOM KJ/IMHUYECKUN LLEHTP OXpaHbl MaTepuHCTBa U
peTcTtBa».

P> B wTaT MeAMKO-reHeTUYEeCKON KOHCYNnbTauum BXOAAT
71,5 WTaTHbIX €gUHULbI, B T.Y. 7 Bpaveln reHeTUKOB.

» B rog npoeogutcs okono 17 000 koHcynbTaunii reHeTuka:
okono 500 crny4aee BPOXAEHHOW W HacnenCcTBEHHOM
natonoruu, B T.4. 120-150 HacnencTBeHHbIX 3aboneBaHui.

> 3a nepuoa  dyHKuMOHMpoBaHMa MIK  cMmeHunucb
4  yHuBepcasnbHbix MWC, HM ofHa W3 KOTOPbIX He
yunTbiBaeT ocobeHHoCcTen paboTbl reHeTuKa.
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PELLEHUE: YHUKAJIbHbIA UT-NMPOAYKT «TEHOM 3KCMEPT. KJIMHUKA»

‘¥ M\ - UuudpoBas cucTemMa, npefHasHayeHHas [ANA aBTOMaTU3aUUM [LEeATeNbHOCTU MeAMKO-TEeHETUYECKON
at\)) KOHcynbTauum (MIK), obecneumBatolias 9KCMEPTHYO MOOAEPXKY Bpada B 06M1aCTU reHeTUYecKmnx
o 3aboneBaHuin. CosgaHa gna MIK KOrpbl B 2019-2020 rogax, demo-Bepcust yctaHosneHa B 2020 roay.

OCHOBHbIE BOSMOXXHOCTU
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9zt @ npoeepeHue
@ redHeanornyeckun  pudpdepeHuymnanbHoOn AOJITOBPEeMEHHOEe

aHanus c [VNarHoCTUKM XpaHeHue u Cepsuc

nnaHuposaHue onucauue NoMoLLbio no 9 000 HakonneHue NOAAEPXKKU D
3arpy>xeHHocTu nauyueHTau ero undpoBsoi P 3/1EKTPOHHBIX NPUHATHA reHeTMYecKnx

pecypcos MI'K deHoTMNA i o Bpaye6HbIX KapT NaLueHToB
tOrpbi [Feinien il GG Mem:;m_cmx pewenuii (CMMNBP) UNEHOB CeMbH
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PELWWEHUE. NCTOYHUK AAHHDbIX, MOCTYMNAKOLWUX B UC

OBNACTb MPUMEHEHUS: oo |

CaMocToATeNbHbIN NPOAYKT, C —l

BO3MO)XHOCTbIO MHTErpaLum B

cywecTteyowmin UT-navpwapt ¢ @
MO/pernoHa

P ObecnevyeHune NOMHOTbI U AOCTOBEPHOCTM AaHHbIX O MaLUeHTax u ux
CeMbsX B pernoHe, B ToM uucne npu nepesoge MIK B apyryto
MeOULMNHCKYK opraHusaumo (nepeHoc 6onee 65 000 mepn. kapT)

p loBbilleHWe  KayecTBa MOCTAHOBKM  [AuWarHosa, MpoBeAeHus

anodepeHunanbHOro guarHosa 5
MpoayKT BKAIOYEH B €AUHbIN Vfé
peecTp poccuiickoro MO O]

MwuHuudpbl Poccumn "'x“

OTcyTBUE POCCUINCKUX
aHanoros

N
Hanunuue nuyeHsum ®
PocnaTteHTa | ~~

P OcBoboXgeHne COTPYAHWKOB OT PYTMHHON OGyMakHOW paboTbl U
HeobxoAnMocTu Ay6nnpoBaHna NHGopmaLmnm

OCHOBHbIE r'PYMMbl NATOJIOrMI, KOTOPBIE KOHCY/IbTUPYET
MEAUKO-TEHETUYECKAS{ CNYXXBA IOIrPbl:
» BpoxnaeHHble aHoManuu, AebopmaLmm 1 XpOMOCOMHbIE HapyLLIEeHUA

HacnencTBeHHble HepBHO-TNCUXMYECKMe 6OoNesHNn U CUHOPOMBI
(Ncuxunyeckme paccTponcTBa U PacCTPOMCTBA NoBeaeHUs)

HacnepnctBeHHble 6one3Hn obMeHa
BonesHn HepBHOM CUCTEMDI
HeBblHalwmBaHne bepeMeHHOCTN N becnnognen gp. ST oo oo ooosososooooooooooooooo oo
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MynbTudakTopHble ceMelHble 60Ne3HN
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BA3A 3HAHUU NO FrEHETUKE B «F'EHOM 3KCMEPT.KJIMHUKA»

Bca 6a3a nepeBepeHa Ha pyCCKUM A3bIK U MOCTOAHHO NMOMOJIHAETCA

7 70 O + . 02 03 M3 cnucka Hb:

HacnepcTBeHHble KnuHunyeckne npusHakm Tunbl
Hacnep'CTBe.HHb'X 3aboneBaHus HacnepoBaHus 3877 935
3aboneBaHui OpdaHHble  OHKoMOrus
3 044 MepeueHb Hb:

14

FeHeTnYecKnx 60MesHN MMeoT 04 05 06 236H B3N

KaTanor reHoB CnpaBOYHWNK NEpMOA0B CnpaBoyHuk MKB HeoHaTanbHIit
2 O + MaHndecTauum KR
KITMHUYECKUX MPU3HaKOB, 17
B TOM uucne 1000 B3H
reHeTnyeckmnx bonesHem nmeeTt

07 08 09

Kpyr pobpa

5 O + CrpaBOYHVK BUAOB CnpaBoYHMK CnpaBoYHMK rpynn PYr AOOP

1 TUNOB HacneaoBaHUA MeXAYHapOAHbIX nep1oaoB XPOMOCOMHbIN 1 Ap.
NIMEMECCPQUPVSLAREE KnaccudnKaTopos MaHndecTaLum




LENAPTAMEHT

[ ]
3[PABOOXPAHEHMSA
XAHTbI-MAHCUKIOro
ABTOHOMHOrO OKPYTA - {OrPbl

OBLWUE 3PPEKTbI OT BHEAPEHUA «TEHOM 3KCIMEPT. KIIMHUKA»

C KOTOpbIMU NpoBE€HA KOMIMJIEKCHasA NpoBeLEeHO TECTUPOBAHME, U3 HUX:
paboTa

% 6onee 1 120 mnapgeHuer
15 moHoreHHbIX cMHAPOMOB OTHECEHbI K FpyANe picka
BbIABNEHO Ha PaHHUX CTagUNAX
6onee 1 000 uccnepoBanmii

Ha OCHOBaHWNWN KOTOPBbIX:

Nno NPOrHO3y NOTOMCTBa NOATBEPXAEHO
HocuTenbcTBo CMA, 4TO NO3BOMNUT 50 naymeHTam
n3bexaTb B MOCNeAYOLWEM POXAEHUA

pebeHka c 3a6onesaHneM y faHHOM napbl HasHa4YeHo nevyeHne

|

y 1 poantens naymenta
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Munot ¢ 2021 roga B 5 MeaUUUHCKUX |
opraHmsaymnax 3 KomnaHun. PesynbTaTthbl Y
BCeX KoOMMnaHuhn pasHble. Cenyac Ha
PErMOHE C YYETOM LLeHTpanunsaynm gaHHbIX
B eOVHON MeaWUMHCKON WMHGOPMAaLMOHHO
cuctemMe  paspaboTtaHa (B npouecce
TecTUpPOBaHMA) lWnHa ons CUCTEM

KNACCUDUKALIUA NATOJION MU B UMN:

©O 6 O

NCKYCCTBEHHOro  uHTennekta, CIIMBP. ® ® ()
Takxxe cenyac BHeapseTcsa peleHue ° ° °
TpeTbero MHeHNA no aHannmsy C BEPOSATHOCTLIO Bonee EcTb Ham'qua
PEHTreHOBCKNX CHMMKOB. 95% HeT naTtonorun COMHEHUs naTornorns

(25-30% BCEX CHUMKOB)

Bpau yaensietr ocHOBHOe Bpems rpynne 2 u 3.

LLEJIEBAAl dYHKLUUA:

CHmXeHne Harpyskm Ha MeanunHCKmMx
pa60THVIKOB no Hambonee MacCOBbIM
CHUMKaM, Ha KOTOpPbIX He O6H8pY)KeHbI
naTtoJjiormn.




UCKYCCTBEHHbIVN UHTEJIIEKT

OCHOBHbIE NMPUHLIUIMbI LULWHbI A

Bce nunoTHble NPoOeKTbl C UCMONb30BaHNEM
1% OyayT  MOAK/HOYEHbI K  6aHKy
pernoHanbHbIX AaHHbIX yepes
cneumannanpoBaHHyto WwnHy NA.

PaboTbl, Tpebywouwme yyacTne Bpaya wu
BbIXogsLWMe 3a npefesnbl ero AOKHOCTHbIX
obsA3aHHOCTEN [O/MKHbl ObITb OMayYeHbl
MHULMATOPOM MpoeKTa NyTeM 3akK/IKo4YeHUs
COOTBETCTBYHLLNX [OroBOpPOB C
MeOMLWHCKON opraHu3auum nnv Bpayom.

KaxxgomMy NpoeKkTy B pexume nunota byger
npefocTaBneHa NMMUTUPOBAHHAA Monoca
nponyckaHusa  gna  obmeHa  OaHHbIMW.

OueHKa pes3ynbTaToB KaXAoro npoekTa
[O/MKHA ObITb MponucaHa B CornaweHun o
COTpYyOHUYECTBE W [OSIXXHA UMETb CTPOro
n3MepseMbl xapakTep.

X4 LEMNAPTAMEHT
3[1PABOOXPAHEHMS!
XAHTbI-MAHCHKIOTO
ABTOHOMHOIO OKPYTA - IO Pb

AaHHble

pesynbTat

| Er1c3

LWHMHA UHN

NMPABUJA:

1. OnpepenseTcs
MO MCTOYHMK
OaHHbIX

2. Tvn gaHHbIX UK
nccnenoBaHus

3. O6BbEeM AaHHbIX
4. lMonoca
nponyckKaHus

AaHHble

pesynbTat

OaHHble

pesynbTat
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OCHOBE C3M[

C 2021 ropga

CdopmupoBaH JINYHbIN KabMHET Bpaya ¢ AOCTYNOM K AaHHbIM MNauneHToB 13 ntobon MeguLMHCKON OpraHmsaLmnm
tOrpsil.

B 2023 roany

MpoBefeHbl paboTbl MO MHGOPMALIMOHHOMY pPasbopy BCEX CTPYKTYPUPOBAHHbLIX 3NTEKTPOHHbIX MeAULMHCKNX
AoKyMeHToB (COM[) 1 dopMuMpoBaHUS eanHOM 6a3bl faHHbIX, MONYYEHHbIX U3 nognucaHHbix COM/.

B koHue 2023 roga

byneT BHegpeH cepBuc obecneumBatowmim cbop AaHHbIX 0 naymeHTe nz CaMI, ¢opMmnpyrowmin aHaMmHes XN3HU
naumeHTa n OCTYNHbIN ANA Bpaya B 060N MegULMHCKON opraHusaumn.
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CTATUCTUKA LAHHbIX YEPE3 COMJ ITNd O 2

PaspaboTka WHTEerpaymMoHHbiX WHCTPyMeHToB Ana MWC MeauunmHCKUX opraHmsaumin no ¢GopMMPOBaHUKO CTaTUCTUYECKOM
OTYETHOCTU Ha OCHOBAHWUWN MEPBUYHbLIX OAHHbIX (MOMYYEHHbIX B MHTErpauuoHHyto WnHy CIMI) oT MeOUUMHCKUX opraHusauumi.
B pamkax nepBoro atana paboT B 2023 roay nnaHupyeTcs paspaboTaTb TpM 0TYETHbIE GOPMbI:

dopma N212 «CBepfieHns 0 uncne ® Ne1AMIC «C
3a60MeBaHuUi, 3aperncTPUPOBaHHbIX opma N*14/1C «CaepaeHns o
e s s [eATENbHOCTY [HEBHBIX CTALMOHAPOB

dopma 7-TpaBMaTusMm «CBefieHns 0
TpaBMaTU3Me Ha NPON3BOLCTBE U

= nevyebHo-NpodUNaKTUYECKoro
parioHe 0bCcnyXXnBaHus pod npodeccroHanbHbIX 3ab60/1eBaHNAX»

MeOMLMHCKMNX OpraHn3aL/miiy Ut b

B cnepgyrowmnx atanax 6ygyt npoBoguTcA paboTbl N0 GOpMUMPOBAHUKO BCen 06A3aTefIbHOM CTaTUCTUYECKOMW OTYETHOCTUM Ha
OCHOBa@HUW NEPBUYHbIX AAHHbIX OT MeAULMHCKUX OpraHu3aumin.

¢0pMVIpOBaHVIe OTYETHOCTU Ha OCHOBaAHUU NepPBUYHbIX O aHHbIX o6ecneumnt:

P CHuxXeHune TpyAosaTpaTt MeguLMHCKUX opraHmsaumin Ha opMmnpoBaHme CTaTUCTUYECKON OTHYETHOCTH

P BO3MOXHOCTb GOPMMPOBaATb OTYETHOCTb C JHOGOM MNEepUOAMYHOCTBIO, KOoTopasi o6ecneynmT nosblleHne 3PpGEeKTUBHOCTU
yrnpaBneHua MeauLMHCKOM opraHum3almen

P MoTumBaumo pykoBoauTENen MeOUUMHCKUX opraHm3aumin obecneuntb Tpebyemble KauyeCTBEHHble W  KOJIMYECTBEHHbIE
nokasartenu ¢opmMmpoBaHua n nepegadm CIM[
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BJIATOOAPUM 3A BHUMAHMUE!

KacbsHoBa EneHa BnagummnpoBHa
3amecTuTenb gupeKkTopa flensgpasa lOrpbl
Tene¢oH: 8 (3467) 360-180 (a06. 2103)
E-mail: kasianovaev@admhmao.ru



mailto:kasianovaev@admhmao.ru

