Kongepernuusa «/lomonocos 2018»

Ceknust «Kimmnngeckast MeuImHa»

Pazpaborka cucremMbl IOAAEP>KKU MMPUHSTHASL PENICHUs JIJIS aBTOMAaTUYECKO
KJIMHAYECKON MHTEepHpEeTAid Pe3yJbTaTOB MOJIEKYJISIPHO-T€HETUYECKOT'O
TEeCTUPOBAaHUSA NPU MOHOT€HHBIX CUHAPOMAaX, COMPOBOXKJAIONIUXCHA TMHTMBUTOM

Haywunbrii pykoBoauTesib — Yrapos Urops BukTopoBuu

Xamuuaesa Basrenmuna BswecaasosHa
Cmydenm (cneyuaaucm)
MockoBcKmit TOCY/TapCTBEHHBIN MeIMKO-CTOMATOIOrnYecKnii yauBepcuter nmenn A .
Esnokumona, Mocksa, Poccus
E-mail: valentinahamicaeva@mail.ru

['uHrUBUT - OJIHO U3 CaMBIX PACIPOCTPAHEHHBIX I'€TEPOreHHBIX 110 TUOJIOTHH 3a00JIeBaHUIl,
BCTPEYAIONIUXCS B IPAKTUKE JIIOO0T0 CTOMATOJIOTa U TapoionTosiora. Hetocrarounas ocseom-
JIEHHOCTH Bpadeil B 00JIaCTU MOHOT€HHBIX CHHJPOMOB C THHIMBUTOM WPUBOJIUT K HETOYHOI
JIMArHOCTUKE, & CJIEJIOBATE/IbHO HEKOPPEKTHON IpoMUIaKTHKe JIaHHOW TpYIIbl 3200/ 1eBaAHUIA.
Komoccanbubiit 06beM reneTuvdeckoin mHPOPMAaIUU, CJIOKHOCTA B MHTEPIPETAINN, B HAYTHOM
U IIPAKTUYIECKOM HCIIOJIb30BAaHNU PE3YIbTaTOB IOJTHOIK30MHOI'O U ITOJTHOT€HOMHOI'O CEKBEHUPO-
BaHUs JIJIsI HACJEICTBEHHBIX (DOPM TMHIMBUTA TPEOYIOT pa3pabOTKU U UCIOJIHL30BAHUS CIIEIA~
JIM3UPOBAHHBIX KOMITBIOTEPHBIX ITPOTPAMM, YIIPOIIAIONINX TPUMEHEeHNE HAKOIIJIEHHBIX 3HAHUN B
MPaKTHIECKON CTOMATOJIONUU U TapojonToiornu. VceieoBanne BBIIOIHEHO B PaMKaxX Hay THOM
paboThI IO CO3JAHNI0 cucTeM TojepxKKn npuHsTtus pemrennst B OO0 «vkc/lxxen Caiibepre-
THKC»

Llesnb: co3nanme MpoOTOTUIA CUCTEMBI TOJJIEPKKH MIPUHATHASA PeNleHnus I KJIMHTIECKON
UHTEPIIPETAINN Pe3y/IbTaTOB T'€HETHIECKOrO TECTUPOBAHUs W 0a3bl 3HAHUIT IPU MOHOTCHHBIX
CUHJIPOMaX, COITPOBOXKIAIONINXCA TMHTUBUTOM.

Marepunanbl u MeTo/bl: s HamoHeHus 0a3bl 3HAHUI CUCTEMbBI TIOJJIEPYKKHA TTPUHS-
tus pemternst (CIIIIP) ucnospsoBansl mocrynusie mybmmansie ncrounuku cern THTEPHET.
s dopMupoBanms Karajaora CHHIPOMAILHBIX (DOPM HUCIOJIb30BaIN MHMOPMAIUIO U3 KaTa-
sora Menieupyomux cocrosanit OMIM, ORPHANET. Onucanne KIMHUYIECKOH KaPTUHBI 10
JINTEpaTyPHBIM JAHHBIM ITPOBOJININ HA OCHOBE JIOPabOTaHHOM U paciupennoit onrosorun HPO.
[Iporpamma ObLIa pean3oBaHa Ha OCHOBE IL1aT(MOPMBI /11 pa3pabOTKU AMAarHOCTUIECKIX TPO-
rpamm xGen IDS u cepsuca xGenCloud.

B kadecTBe ocHOBHOro ajroputrma JinddepeHImalbHol JINarHOCTUKN, PEeAJTM30BAHHOIO B
CIIIIP ayiropuTMa aBTOMATU3UPOBAHHOIO MOMCKA JIMArHO3a, COCTABJIAET M3BECTHBIN B TEOPUU
NPUHATUS PEIIEHUI METOT JIETEPMUHUPOBAHHON K1accuuKaIly ¢ JTUHEHHO perarorieit (hyHk-
ueit.

PesyapraTel: pa3paboTaH TPOTOTHUII CUCTEMBI MOJJEPXKKHA MPUHATHA PEIIeHns s KJIN-
HUYIECKON MHTEPIPETAINN [IPU MOJIEKYIIPHO-T€HETHIECKOM TECTUPOBAHNN MOHOT€HHBIX (hOpPM
runruBuTa. B nporecce cucremMaTusanuy 3HAHWI 110 MOHOI'€HHBIM OOJIE3HSIM B OCHOBY ITOJIOYKE-
HBI CHH/IPOMAJIbHBIE (DOPMBI, OIUCAHHBIE B MeK TyHapoaHbiX Katajgorax OMIM u ORPHANET.
baza snannit Bkirouaer 162 nHozosmorndeckue ¢popmbl. [lo garnabiM smurepatypsl i 130 Ho30-
JIOTUYIECKUX (pOPM KapTHUPOBAHBI T'€HBI M OIPEJICJIEHBI ITATON€HHBIE MYTaIlUU, ITPUBOIAIIIE K
Pa3BUTHIO HACJIEICTBEHHBIX CUHIPOMOB, COIIPOBOXKIAIONINXCS ITPOSIBJIEHUSMI TMHIUBUTA U T1a-
pomorTuTa g OOJIBITMHCTBA U3 MIPEJICTABIAEHHBIX (DOPM 3TOM I'PYIILI 3a00JI€BAHUIT OIICAHO
crernuduyIeckKoe coueTanne ero ¢ 0COOEHHOCTIME Pa3BUTHS U (DYHKIIMOHUPOBAHUS JIPYTUX OPra-
HOB U cucTeM. Tak Jijis1 66 XxapakKTepHbl aHOMAaJIUUA COeMHUTETbHON TKanu, jiyig 130 - anomasun
KOXKHBIX TTOKPOBOB, 111 COMPOBOXKIAIOTCA MOpaKEHWEM KeJTYI0IHO-KUIIEYHOTO TpakKTa, (6 -
aHOMAaJINSAMM KOHedHOCTel, 162 mMeroT aHOMaJIMK TOJIOBBI U IE, IIPU 7O OIMCAHBI HAPYIIIEHUS
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pocta, 45 covyeraroTcsi ¢ aHOMAJIMSIMK SHJIOKPUHHON cucreMbl, 90 ¢ anHoMaJsneir MeTaboIn3Ma,
128 compoBoxgaroTcsd aHoMamAMu HepBHOU m 120 aHOMAIMSAMHU CKEJIETHON CHCTeM, aHOMa-
JINA MBIIII] OIMUCAHBI 1Ipu 75 dopmax, npu 89 BBIABJILIOTCS AHOMAJIUHA CEPIETHO-COCYIUCTOM
u 1npu 85 nopakeHrme UMMYHHOI cucTeM, 83 COIMPOBOXKJIAIOTCA AHOMAJIUAMEI OPOHXOJIErOUHOMN
cucTeMbl, 85 - aHOMaJUAMU yiieir u a3 npu 114 dopmax, npu 81 BcTpedaroTcsi aHOMAJINN
KPOBU U KPOBETBOPHBLIX TKaHeil. [lo Tumam Hac/ieoBanus JaHHas T'PyHa 3a00/IeBaHUil pac-
[peJIeJIgeTcs CaeyIonuM odpa3oM: 43 ¢ ayTOCOMHO-JIOMUHAHTHBIM THUIIOM HacJjeoBaHusd, 89 ¢
ayTOCOMHO-PEIECCUBHBIM THIIOM HacJje0BaHus, 7 (hopm ¢ X-CHEIJIEHHBIM PEIECCUBHBIM THIIOM
HacJiesoBanus, 1 gopmbl ¢ X-CIeIJIEHHBIM JJOMIHAHTHBIM TUIIOM HacjeoBanus u 1 dopma c
MHUTOXOH/IPUAJIHHBIM TUIIOM HACJIEI0BAHUSI.

Baza 3nanmit reHeTHnUecKNX BAPUAHTOB B BUJIE TOYKOBBIX MyTalmii Ha despasib 2018 roma
BKTIoUaeT 28058 myTaruii. [To marorennocTn reneTuvdeckne U3MEHEHUS PACIIPEICICHBI CE Ty 0
muM obpasom: Heompeienennas (n1—=9002), nobpokadecTBernbie BapuaHThl (n=4435), 1o6poka-
JeCTBEHHbIE / BO3MOXKHO JTI06poKadecTBeHHbIe (n=2789), BO3MOXKHO JobpoKadecTBenble (1=3297),
KOH(JIMKTYIOMAas HHTepIpeTarus naroresnoctu (n=4063), BO3MOXKHO narorenHbie (n—=652),
narorennsle (n=5296) u apyrue.

®ynknmonas npororuia CIIIIP obecnieunBaer ciemyromue dynknum: 1) BBOJ JaHHBIX 00
obeiieryemMoM (0 deHOTHIIE, CEMETHOM aHAMHE3€, YCJIOBUAM CPEJIbl IPOKUBAHUS U HEIATUBHBIX
podeccnoHaIbHBIX (haKTOpax) B Buje (hopMam30BaHHON MHPOpMAIWY; 2) obecreveHre BBe-
JIEHUsI JIAHHBIX O PEe3y/IbTaTaX NeHeTUIECKOrO TECTUPOBAHMUsI; 3) MHTEPIIPETAllns B BUJE HAy -
HOT'O OTYETa, BKJIIOYAIONIETO NH(MOPMAIIUIO O BHISB/IEHHBIX TATOTEHHBIX MYTaIlUIX Y TAIIMEHTA,
pucKax 3ab0JIeBaHMil.

BroiBoabr: CozaHHbIil MIPOTOTHIT ABTOMATU3UPYET KJIANHUIECKYIO HHTEPIIPETAIINIO NeHETH-
YeCKOr'0 TeCTHPOBAHMS ITPU MOHOTE€HHBIX CHHIPOMAaX, COIPOBOXKIAIONINXCA TMHIHUBUTOM. /Jlo-
paboTKa IIPOTOTHIIA IIOCJIE [TOC/Ie TeCTUPOBAHUS MPAKTUKYIONIMMHI BpadaMU CO3/IacT PabOUIyIo
Bepcuio CIIITP koropas mo3Bo/inT 3HAINTE/THHO ONTUMI3UPOBATH PAOOTY Bpada, yrporast Jud-
depeHIaIbHyIO0 TUATHOCTHKY U, CJIEJIOBATE/IHLHO, MOBBICUTH 3(PHEKTUBHOCTDL MEIMKO-TCHETHU-
YeCKOr'0 KOHCYJIbTUPOBAHUS ITAIIMEHTOB.



