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Henocrarounas ocBe10MJICHHOCTD O CYIIECTBOBAHUK HACJIE/ICTBEHHBIX (popM 3abosieBaHuil ¢
HapYIIEeHHEeM [TPEHaTAIbHOIO PA3BUTHS Y aKyIIePOB M T'HMHEKOJIOIOB IIPUBOJIUT K UX HEKOPPEKT-
HOIl JINATHOCTUKE U JIEUYCHUIO, MPOMUIAKTUKY JIAHHON I'PyIbl 3abosesanuii. Kosoccaabubrit
00beM reHeTH4IecKoil mHMOpPMAIUN, CI0YKHOCTH B WHTEPIPETAIINA PE3Y/JIbTATOB B HAYIHOM U
MPAKTUIECKOM HCIIOJIb30BAHUN JIJIsT HACIEICTBEHHBIX (hOpM TPeOYIOT pa3spabOTKN U UCIOJIb30-
BaHUSI CIIENNATM3MPOBAHHBIX KOMITBIOTEPHBIX Tporpamm. VceemoBaHne BBITIOJTHEHO B PAMKAX
HayqHOI paboThI IO cO3/aHuI0 cucreM noep:kku npuusatus pemenusi (CIIIIP) B8 OO0 «3ke-
xen CaitbepHeTHKC.

Hesb uccnenoanus: Coznanue MTPOTOTHUIIA CUCTEMbI MOJICPKKNA TPUHATUS PEIICHUS /It
KJIMHIYIECKON MHTePIpeTaIuu pe3yIbTaToB NeHeTUIeCKOr0 TeCTUPOBAHUS TIPU MOHOTEHHBIX 00-
JIE3HSIX C HapYIIeHNeM MPEHATATbHOTO PA3BUTHA.

Marepuaansr nu meronl: Jasa namonnerus 6a3br 3nanuit CIITIP ucnonbsoBansr gocTyHbe
nybsununbie ucrounuku cetu UHTEPHET. Jlna dbopMupoBanmus kaTaora MOHOI€HHBIX 3a00-
JIeBaHUI C HapYIIEHUEM IMPEHATAIHLHOTO PA3BUTHUS HMCIIOJIH30BAN HH(MOPMAIUIO U3 KATaJIora
mengemmpyforux cocrossanit OMIM 1 ORPHANET. Onmcanne KImHIYIECKOR KaPTHHBI 110 JIU-
TepaTypPHBIM JAHHBIM ITPOBOJIMIM Ha OCHOBE J0paboTaHHON n pacimmpennoit onrosorun HPO.
[Iporpamma peaim3oBaHa Ha OCHOBE ILJIAT(MOPMBI JIjId Pa3pabOTKH TUATHOCTUIECKUX ITPOrPaMM
xGen IDS u cepuca xGenCloud.

B kadectBe ocHoBHOro ajroputrma juddepeHImajibHol JIUarHOCTUKN, PEeAJTM30BAHHOIO B
CIIIIP ayiropuT™Ma aBTOMATU3UPOBAHHOI'O MOWCKA JIMATHO3a, COCTABJIAET M3BECTHBII B TEOPUU
NPUHATUS PEIIeHUI METOT JIETePMUHUPOBAHHON K1accuuKaIiy ¢ JTUHEHHO# permatorieit (hyHk-
ueit.

PesynbraTer: paszpaboran nmpororun CIIIIP g kimHIYecKoit nHTEpIpeTanun Ipu reHeTH-
JeCKOM TECTUPOBAHUU MOHOTE€HHBIX CHHJIPOMOB C HapyIleHHeM IIPpEeHATaJbHOIO Pas3sBuUTHA. B
OCHOBY 0a3bl 3HAHUI OJIO?KEHBI CUHIPOMAJIbHBIE (DOPMBI, OMMCAHHBIC B MEXK/IYHAPOIHBIX Ka-
tajgorax OMIM 1 ORPHANET. Basza 3nanuii MoHOreHHBIX 3a00JIEBaHIIT ¢ HAPYIIIEHUEM IIpe-
HATAJILHOTO PAa3BUTHA BKJI0YaeT 662 (hopMbl.

Karasor anomastuit 1 cuMIITOMOB HApYIIEHUs IIPEeHATAIbHOIO Pa3BUTHA BKI09aeT 141 npu-
3HAK, U3 HUX JIJIs OMCAHUS KJINHUKU M€HEeTUIECKHN O0YCIOBIEHHBIX 3200/ I€BAHUN UCIIOJIL3YETCS
49 cumrrromoB. K 9acTbiM HAPYIIIEHUSAM IPEHATATBHOTO PA3BUTHSA MOZKHO OTHECTH ITOJTUTUPAM-
rno3 (n=200), npexkaeBpemMennoe poxaenue (n=120), omuroruapaminos (n=109), cumkenmnast
JBUraTebHast AKTHBHOCTH TLIofa (n=75), BojsHKa MIofa (n=73), yToJmeHne BOPOTHUKOBO-
ro npocrpancTBa (n=62), MepTBOpOKIeHue (n=35), eJMHCTBEHHAS [Ty TOYHAsT aprepust (n=32),
AMHUOTHYECKHE KOJIbIEBbIE MepeTsikKu (n=24), crionranubiii abopr (n=21), npenarajbHas Ma-
TepuaHcKas aHomasnst (n=21), deranbnasg aknnesus (n=11), marepuncknii quaber (n=17),
npe-skaamicus (n=16). Takne nposiBieHnst HopaskeHnst KaK SXONeHHbIII KUITIETHUK J10/[a, AHO-
MaJIbHBIN pa3Mep IIaNeHThl, (heTaabHas KIANHOJAKTUINS H-TO Majblia, THIPOINIecKast IIaleH-
Ta, MaTepUHCKas TUIepTeH3Us, MaJleHbKasl ILTalenTa, dpeTajabHblil aciuT. basa reHeTndeckmx
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BapuanToB (despans 2018 roga) comepxut uHbopmaimo o 17506 ToukoBbIX MyTarmii B 463
rerax. [lo marorenHOCTH reHeTHYeCcKne U3MEHEHUS PaCIpeeeHbl CJIEyIONIM 00pa3oM: BO3-
MOKHO marorennbie (n=1212), narorenunie (n=3628), naroreHHbe/BO3MOKHO ATOreHHBIE (11
=509) u apyrue. @yukimonasn npororuna CIIITP obecrieunBaer ciemyromnine BosmozkuoCTH: 1)
BBOJI JIAHHBIX 006 06csreryeMoM B Bujie hopMan30BanHoil nHdopmanum; 3) obecriedeHne BBe/ie-
HUsI JIAHHBIX O PEe3yJIbTaTaX MeHeTHIeCKOTO TeCTUPOBaHNUsT; 4) HHTEepIpeTalys B BUJIE Hay IHOTO
oTYera.

CTpyKTypa 3aK/II09eHUs BKJIIOYAET JIBa BApUAHTA: YIPOIIEHHBIH, ¢ pe3yIbTaTaMiu MeHeTHU-
YeCKOI'0 TECTUPOBAHUS U MEPEYHEM NMPAKTHYECKUX PEKOMEH/IAINl U PACIIUPEHHbBIN - HAYYHbIIA
OTYeT ¢ 1o IpobHOI nHbOpPMAIIHEIi.

Boisosibr: Co3iaHHbBINi TPOTOTHUIT aBTOMATU3UPYET KJINHUYIECKYIO WHTEPIIPETAIUIO I'eHEeTH-
YeCKOr'0 TeCTHPOBAHUSI IIPU MOHOT€HHBIX CHHJPOMaX C IaTOJIOTHEll ITpeHaTaIbHOIO Pa3BUTHS.
lopaboTka TpPOTOTHITA TTO3BOJIUT 3HAYUTEHHO ONTUMU3NPOBATH PAOOTY Bpava U MOBLICUTDH (-
(EKTUBHOCTH MEJIUKO-TE€HETHIECKOTO KOHCYJIbTUPOBAHUS.



