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. KpaTkoe onucaHne npoekTa:
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;J; npodAema

Al pacckaxky Bam npumep, KOTOPbIi BAOXHOBUA MEHS Ha MOUCK pelueHnsa npobAeMHoro sonpoca. OAHaXxAbl, MOell cecTpe
noTpebOBAAOCh BblpBaTb MOAOYHbLIN 3Yy0D. [1pn noceweHnn ctomaTtoAora, Bpady o0paTnA BHUMaHMe Ha OCOOEHHOCTU Pa3BUTUA
ee CKeAeTa U NPEeAAOXUA NpoinTn obcaepoBaHne. OH 3anOAO3PUA, UYTO Yy Hee eCTb HapylleHne (OopMUPOBAHUA CKEAET],
ABASIOLLLEECS MPU3HAKOM TreHeTUYeCKONn aHOMaAnu. “HacTo CAEACTBUMEM TreHeTUYEeCKUX aHOMAAUN SIBASIOTCA MNaTOAOrMu
BHYTPEHHUX OPraHoOB, 3aAEpP>XXKA Pa3BUTUS UAM YMCTBEHHast OTCTAAOCTb W Bpay NPOSIBUA ODECNOKOEHHOCTb. DTOT CAyual
MOXXHO CYUTATb PAAOBbLIM, HO HEAABHO MHE CTAAO MOHATHO, YTO 3TOT BPay OblA YHUKAAEH N OY4eHb MHOTMEe (PeHOTUNNYecKne
NMPU3HAKN FeHeTUYeCKNX aHOMaAui MPOCTO He (PUKCUPYIOTCSA Ha MNpuUeMe y Bpayva U AETW, KOTOPble AOAXHbI MOAYYUTb
CBOEBpeMeHHOe O0CAeAOBAHNE N KOPPEKLMOHHOE ACYEHNE NAU MOAAEPI>KMBAIOLLYIO TEpPanuio BbINAAAIOT U3 UX MOAS 3peHus,
a POAUTEAN He NMOHUMAIOT, YTO MOXKHO CAEAaTb C HesICHbIMU NpobAemMaMy pebeHKa, KOTOpPble OHU 3aTPYAHSIIOTCA OnucaTb U
CPOPMYyANPOBaTH.

[MpobGAeMa, KOTOpPYIO 1 XOuy NonpoOoBaTh PeLnTb COCTOUT B CAEAYIOLLEM:

— AQAEKO He KaXAbll Bpay Ha MAGHOBOM Mpuieme rotoB MNpOosiBUTb HACTOPOXEHHOCTb M O0paTUTb BHUMAHWE HA HesiCHble
peHOTUNNYECKNE MPU3HAKN TEHETUYECKUX OTKAOHEHWUN, TeM OOoAee, YTO aHaAM3NPOBATbL TakKMe AaHHble HeOOXOAUMO B
pasBnUTUM N cpaBHeHUN. Hanpumep K TaknMM OTKAOHEHUAM MOXKHO OTHECTU aKpPOAM3O0CTO3, MYKOMOAMCAXapuAO3, CUHAPOM
KopHeAnn ae AaHre, CUHAPOM AHreAbMaHa N Apyrue, Bcero 0oAee AByX COTEH PEAKUX FMeHEeTUYECKUX OTKAOHEHUI, KOTopble
NMOAAQIOTCA PACnO3HaBaHUIO NO (poTorpann Ha CEroAHALLIHUIA AEHb;

- AGAEKO He KaXXAblli POAUTEAb CNOCOOEH MPUHATL 03a004YEHHOCTb Bpaya W, PyKOBOACTBYSACb HanpaBAEHUSMU, NPONTU BCe
3Tarnbl 00CAeAOBaHUI O€3 NOAAEPKKU KAaK MHPOPMALVOHHONW, TaK N MOPAAbHOW;

- 0o0WeCcTBO He rOTOBO MPUHATbL 03aDOYEHHOCTb Bpayelrn N MNPOABUTb MOHWMaHWE W MOAAEPXKKY POAUTEAAM, KOTOpble
CTOAKHYAUCb C T€EHETNYECKOW aHOMaAnen y pebeHKa;

- AeKApCTBEHHOEe CHabXXeHne Taknx AeTeil HEOOXOAMMO YAYULLUTD.


https://ru.wikipedia.org/wiki/%D0%A1%D0%B8%D0%BD%D0%B4%D1%80%D0%BE%D0%BC_%D0%9A%D0%BE%D1%80%D0%BD%D0%B5%D0%BB%D0%B8%D0%B8_%D0%B4%D0%B5_%D0%9B%D0%B0%D0%BD%D0%B3%D0%B5
https://ru.wikipedia.org/wiki/%D0%A1%D0%B8%D0%BD%D0%B4%D1%80%D0%BE%D0%BC_%D0%90%D0%BD%D0%B3%D0%B5%D0%BB%D1%8C%D0%BC%D0%B0%D0%BD%D0%B0
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.- VHopMaLus
Nno Teme:

o= CNPaBOYHas . ——

AKPOAN3OCTO3 - 3TO PEAKOe reHeTnyeckoe 3aboAeBaHVe, KOTOPOe XapaKTepusyeTcs MaTOAOTUAMU CTPOEHUs1 CKEAeTa, Hanpumep,
OYeHb KOPOTKME HEMNPABUAbHO CPOPMUPOBAHHbIE KOCTU PYK M HOI, TAKXXe aHOMAAUN CTPOEHUs Hoca. Apyrne nposiBAEHUS A@HHOIO
3a00AEBaHNA: 3HAYUTEAbHbIE 3AAEPXKKN B POCTE, HeOObIYHaA popma ANLA N TOAOBbI (MATOAOTNU CTPOEHNA KOCTEN Yyepena).

Y MAQAEHUEB C aKpPOAM3OCTO30M HEMNPaBUAbHOE CTPOEHME KOCTel PyK W HOT, CAULIKOM KOPOTKME MaAblbl Ha pykax K HOrax,
aHOMaAbHOE Pa3BUTUE BEPXHEl YEeAIOCTU, LUIMPOKO PACCTABAEHHbIE FTAA3a U APYre NaTOAOMMM CTPOEHUS AMLA.

HacTto akpoAM30CTO3y COMYyTCTBYET YMCTBEHHass OTCTAAOCTb W TPYAHOCTU C OOyyeHmem. 3abOAeBaHME MOXXET MepeAaBaTbCsA Mo
ayTOCOMHO-AOMUHAHTHOMY TUMY B HEKOTOPbIX CAy4Yasix, OAHAKO YYEHbIM elle He YAAAOCb OOHAPYXXWUTb T[€H, KOTOPbIA Obl
accouMnpoBaACs C AaHHbIM 3a00AeBaHMeM. HacTo 3TO 3ab0AeBaHNe acCoOLUUNPYETCS C BO3PACTOM POAUTEAEN.

CuHAPOM XaHTepa UAU MYKOMOAUCaxapnao3 |l Tmna — 3170 peAkoe HaCAeACTBEHHOe 3a00AeBaHne 13 rpynnbl AM30OCOMHbIX OOAe3Heln
HaKOMAEHNUs, nopaxkailoLlee nNpenmMyLLLeCTBEHHO MaAbYNKOB.

MHorne npusHakm u CUMNTOMbI SIBASIIOTCS PacCnpoOCTPaHeHHbIMU AETCKUMU 3aDOAeBaHuAMU, N TOAbBKO WX KOMOMHaUMs MoxXKeT
YyKasblBaTb Ha CUHAPOM XaHTepa. CUMNTOMbI CUHAPOMA XaHTepa Pa3AuYHbl Yy KaxXAOro pebeHka, NO3TOMY HeT eAMHOro obpasa
«TUMNYHOTO NaUNeHTay.

Ha 2-3 roAy >XM3HW MPOUCXOAUT MOCTENEHHOEe OrpybAeHne 4yepT Anua (HabDAIAAETCA yBEAMYEHHAss OKPY>XXHOCTb FOAOBbI, MAOCKAas
nepeHocnua, nocrteneHHoe YTOALLEHWEe KOHYMKA HOCa W HO3Apen, ryd, BbICTynalowmne OpoBU), BbIABAAETCS TYronoABUXXHOCTb
CyCTaBOB, HapylLleHMe OCAHKMW, M3MEHEHUE MOXOAKU, YBEANYEHNEe >XMBOTA, 38AEepP>XKKa MNCUXOMOTOPHOro passntusa. CyliecTByeT ABa
BapuaHTa TeuyeHus CUHAPOMA XaHTepa: «Herponatuyeckuin» (TskeAasa opma). boAe3Hb npoTekaeT C HapyLleHWeM KOTHUTUBHOW
PyHKLMN, T.€. MPUCYTCTBYIOT CUMNTOMbI NOPa>keHNs1 LEHTPAAbLHON HEPBHOW CUCTEMbI, HTO OTPaXXaeTCst Ha NOBEAEHUN U Pa3BUTUN.
«HeHenponatuyeckniny (Aerkasa gpopma) lNpoTekaeT 0e3 HapyleHUs KOTHUTUBHON (DYHKUUW. He BbIABAAETCA OTKAOHEHWUI B PasBUTUN
N noBeAeHnn pebeHka.
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CuHapom KopHeAun ae AaHre. 9TO HaCAEACTBEHHOE 3a00AeBaHNE, NPOSABASAIOLLLEECA YMCTBEHHON OTCTAAOCTbIO U MHOXKECTBEHHbLIMU
aHoMaAnamn passntusa. Yacrtora zaboaeBaHnss — npumepHo 1 Ha 10000. HasBaHue OOAe3Hb MOAYYMAA MO WUMEHU TOAAAHACKOTO
neanatpa KopHeaun ae Aanre (Cornelia de Lange), B 1933 roay onucasllein CUMHAPOM Ha OCHOBE aHaAM3a MATU CAyYaeB
3aboAeBaHus.

CUHAPOM NPOSIBAAETCSA B BUAE YMCTBEHHOW OTCTAAOCTU U BPOXAEHHbLIX MOPOKOB PsSA@ BHYTPEHHUX OpraHoB. AAs TOro, 4toObl
MPOBEPUTb HAAEXHOCTb WMAEHTUPUKAUMM 3a00AEBaHNS, YUYeHble WCMOAb30BAAN ThbICAYM N300Pa>KEHUI AIOAEN, HEe CTPaAaloLLmX
cnHapomoM. DeepGestalt yAaAOCb ANAGrHOCTUPOBATL €0 C TOYHOCTbLIO B 97%. ODTO OYeHb BbICOKUI MOKA3aTeAb, MOCKOALKY B APYIUX
NPOEKTax TOYHOCTb He npeBblasa 87%.

CuHapoM AHreabMaHa. OH NPOSIBASIETCA KaK 3aAeprKKa NCUXMYECKOro pa3BUTUS, HapYLUEHUs CHa, NPUMAAKKN, XaoTUYeCKne ABUXKEHUs
(0COBEeHHO pyK), Y4aCTblil CMeX AU YAbIOKN. Takxke 3Ty OOAe3Hb Ha3bIBAlOT «CUHAPOMOM [1eTpylkn» MAN «CUHAPOMOM CYACTAUBOW
KYKABI».

CuHApPOM HyHaH, KOTOPbI TakXKe MPOSABASAETCS B BUMAE XOPOLIO 3aMETHbIX YepT AMLa U TeAa yeAoBeka. [1paBaa, 3TO OTKAOHeHne
HenpoceTb pacno3HaeT C HU3KOWM TOYHOCTb — BCEro 64%.

Aaree DeepGestalt oOyvaAn pacno3dHaBaTb BCe€ HOBble U HOBble OOAE3HW, MOKa HeNpoCeTb He MNOAYYMAE BO3MOXHOCTb
ANArHOCTUPOBATb HECKOAbLKO COTEH reHeTUYeCknx 3ab0AeBaHUin Pa3HON CTeneHun cepbe3HocTu. OOyvyeHne NMPOBOAUAOCHL Ha Oase
nouytn 20 Teicay oTorpaduin. OOwee YncAo OoAe3Hel, KoTopble ymeeT amarHocTuposaTb DeepGestalt aocturaer 216. Ceivac
yuyeHble MpoBepsAloT paboTy HenpoceTu, 3arpyxas B cucrtemy @otorpaum kak OOAbHbIX AOAEN (C AMArHOCTUPOBAHHbLIMU
0oAe3HAMM), TaK 1 aDCOAIOTHO 3A0POBbIX. O0LLaA TOYHOCTb PaboTbl HeillpoceTn acocTuraeT 91%.

Pa3zpaboTumkn OTKPbIAN AOCTYN K CBOEMY MPOAYKTY AAA BCeX eaaowmx. CepBuC MOAYYMA HadBaHue Face2Gene, OH CAYXUT
MOMOLLUHNKOM AAsl Bpayeil. Co3paTeAn NPOEKTa COBETYIOT OTHOCUTLCA K AMArHO3Y, KOTOPbIn CTABUT CUCTEME, C OCTOPOXXHOCTbIO, U
NCNOAb30BaTb MOAYYEHHYIO MHPOPMALIMIO KAK COBET, a He MOCAEAHEe CAOBO.


https://ru.wikipedia.org/wiki/%D0%A1%D0%B8%D0%BD%D0%B4%D1%80%D0%BE%D0%BC_%D0%9A%D0%BE%D1%80%D0%BD%D0%B5%D0%BB%D0%B8%D0%B8_%D0%B4%D0%B5_%D0%9B%D0%B0%D0%BD%D0%B3%D0%B5
https://ru.wikipedia.org/wiki/%D0%A1%D0%B8%D0%BD%D0%B4%D1%80%D0%BE%D0%BC_%D0%90%D0%BD%D0%B3%D0%B5%D0%BB%D1%8C%D0%BC%D0%B0%D0%BD%D0%B0
https://www.face2gene.com/technology-facial-recognition-feature-detection-phenotype-analysis/#
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S J., peLueHne

S npeasaralo Co3AaTb KOMIMAEKCHYIO CUCTEMY BbISIBAEHUS, ANArHOCTUKM, COMPOBOXKAEHUS, NMOAAEPXKKN 1 NPOCBELLEHNs B
00AaCTN reHeTNYeCcCKNX aHomaAunin y aeten (Aaree cuctema AlAuC).

[Nopsaaok paboTbL:

- HeuripoceTb (Hanpumep nporpamma Face2Gene (pabouyee HasBaHne DeepGestalt) ) Ha NAGHOBOM €XXEroAHOM npueme B
00s3aTEeAbBHOM MOpsiAke OD0CAeAyeT U AVNArHOCTUPYET HAAUYME OTKAOHEHWU, MPEAOCTABASAET Bpayvyy pe3yAbTaT
ANArHoCTUKY;

- BPay HanpaBASeT POAUTEAEN AASI OOCAEAOBAHMA N MOATBEPIKAEHUA ANArHO3a;

- €CAN ANArHO3 TMOATBEPXKAAETCS, POAUTEAN ABTOMATUYECKU BKAIOYAIOTCSA B TPYMNY COMPOBOXKAEHUA U MOAAEPXKKU
"lNpoTarneailo pyky" M MOAy4alOT nporpamMmy peabuAMTaumu, AeKapCTBEeHHOe obecneyeHne M MOHUTOPUHT COCTOSIHUA
pebeHka, 6ecnaaTHOe COMPOBOXKAEHMNE MCUXOAOTA AASI poanTeAein. B cuctemy "TlpoTaruealo pyky' HEOOXOAMMO BKAIOUUTH
COLVAABHYIO CETb AASl OOLLEHNSA POAUTEAEN, KOTOPble MPOLAU UAU NPOXOAAT NMYTb AVUATHOCTUKU U PeabUAUTALNN AAS
OCYLLECTBAEHNSA B3aNMHOI NOAAEPIXKKN POAUTEAEN, MOAEPUPOBATL CETb AOAXKEH BPay AU NCUXOAOT;,

- CUICTEMa AeKapCTBEHHOro obecneyeHns AOAXHA OblTb ONEepaTUBHOM N MPO3PaYHOIiA, NpeaAaralo paspadbotartb U BHEAPUTb
cnuctemy npucsoeHns QR-KOAOB KaXXAOMY peLenTy 1 raleHne 3TUxX peuenToB anTekamu ¢ OTpaXKeHneM B CeTU KAUHUKY;

- CO3AaTb NMPOCBETUTEALCKUI NOPTAA "OTKPbITbIN Pa3roBop” AAS pasmeLLeHns nHpopmaLmm No BbIABAEHUIO, ANArHOCTUKE,
COMPOBOXXAEHUIO, ACYEHUIO, OPraHn3aumnn >XU3HEHHOIO NPOCTPAHCTBa AeTein ¢ TA.



.- OOOCHOBaAHME NPOEKTA
~ J "AIOAN HACTO OLWMOAKTCA — 3TO KacaeTca Kak npodeccnoHaAoB, Tak 1 HOBUYKOB NPAKTUYECKN B AIOOON

chpepe. OCOBEHHO BbICOKA CTOMMOCTb OLUMOKW B MEAWNUMHE, TA€ HENPaBUAbHO MOCTABAEHHbIA ANArHO3
MOXKEeT MnpuBecTu K MnpodAemMam CO 3AO0POBbEM UVAN AadXke CcMepTu naumeHta. HaobopoT, BoBpewms
NAEHTUPNUNPOBAHHOE 3a00AEBaHNE, BEPHbIN AMArHO3 MO3BOASIET Ha3HAYUTb KOPPEKTHbLIA KYPC AevYeHus,
KOTOPbIA MOMOXKET BbIACUUTBLCS.

Bce valle B MeAnUVHE NCMOAL3YETCA UCKYCCTBEHHbIV NHTEAAEKT. OH NMOMOraeT BbISIBASATb CAadble CBA3M 1 oOpabaTbiBaThb
OrPOMHbI€ MACCUBbl A@HHbIX — YEAOBEK C 3TUMU 3aAa4yamMmn He cnpaBaseTcs. OAHa M3 HOBbIX pPa3paboOTOK — MPOEKT
00 beAVHEeHHON rpynnbl cneunaAnctos u3 FepmaHun, CLUA n M3panasa, KOTOPbIA MO3BOASET BbIABUTbL HACAEACTBEHHOE
3a00AeBaHMe No (portorpadpum YeAOBEKa.

ABTOpPbI pabOTbl HAYYNAN HENPOCETL PAacrno3HaBaTb reHeTNn4YeCcKoe 3a00AeBaHNEe C BbICOKOW CTeNneHbld TOYHOCTUN — CBblLLe
91%. MNpn 3TOM CEPBUC AOCTYNEH B BUAE MOOUABHOIO NPUAOXKEHUS, CAOXKHAsA annapaTtypa He Hy>KHa'.

(NnoApOOHO 3A€Ch:
https://genetics-info.ru/blogs/prilozhenie-face2gene-dlya-diagnostiki-nasledstvennykh-bolezney-po-fotografii-opyt-
rossiyskikh-genet/)

AIOAN 00ATCA Yy3HATbL O OOAE3HN — MOAAEPXKKA U COMPOBOXAEHME, 3a00Ta M BHUMaAHME MOMOTYyT POAUTEAAM MPOUTN
TPYAHbIN NMYTb MPUHATNA NPOOAEMbl CBOEro pedeHKa, NPONTN ANArHOCTUKY, AeYeHne N peadbuAnTauunio. YAauHblin npumep,
Ha MOW B3TASIA, MOXKHO YBUAETH 3AeCh: https://www.huntersyndrome.ru/patient/

Mol npoekT Npu3BaH BKAIOYUTbL B Ce0A MHOXECTBO MHCTPYMEHTOB, KakK MOKa3aHHble Bbllle, TakK W Hy>XXAalowumecs B
pa3paboOTKe C HYAS.


https://www.nature.com/articles/s41591-018-0279-0

KOHKYpPEeHTHbIN aHaAn3

« J"" Ha A@HHbII MOMEHT MHEe HEeU3BECTHO O KOHKYPEHTax N aHAAOTMYHbIX KOMMAEKCHbIX PeLleHusX B 3TON
obAacTu



BocTpeboBaHHOCTb 1
BO3MO>KHasi
MOAEAb MOHETN3auumn

LleaeBas ayanTopus:
MeanunHckue paboTHnkK, HaceaeHne XMAO
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DTO coumaAbHbIli MPOEKT. ECAM MOCPEACTBOM A@HHOIO MPOeKTa Ham YAACTCA He AOMYCTUTb WHBAAMAHOCTU y AeTeli - 3TO
OyAeT OrpomMHasi 3KOHOMUS CPEACTB U MOAHOLEHHAsA >XM3Hb YEAOBEKa, KOTOPYHD HEBO3MOXHO OLEHUTb HUKaKUMU

AeHblramu.



e lekywpye pe3yAbTaThl

;J; NpoeKTa 1 MAaHbl

ANt 9(pPEeKTUBHON peaAn3aumm npoekTa HeoOXoAMMa KOHCYAbTALMN CNELUNAaANCTOB, CO3AaHNe paboyeil rpynnbl N3 CpeAbl
NPOgPECCNOHAAOB, 3aNHTEPECOBAHHbIX B MPOABVXXEHUN NMPOEKTa.

[NAaH paboT No NPOEKTYy 1 onucaHme Toro, Kak OCHOBHbIE 3Tarnbl PadOT OYAYT peaAn3oBaHbl:
1. NoApOOHOE n3yyeHre MexXAYHapOAHOIO U OTEYECTBEHHOIO OMbiTa B 3TON cepe;

2. Co3aaHue pabouert rpynrbl AASI NTOAPOOHON pa3padOTKN CUCTEMbI B3aUMOAECTBUS,

3. lonckn pnHAHCMPOBAHNSA MPOEKTA];

4. I'pnBaeyeHne NnpodrecCcnoHaAOB;

5. BHeapeHue npoekTa.



KomMneTteHuum n KoOMaHAAa

-

R

Mou KOMMeTeHUMWN: CNOCOGHOCTb K COTPYAHMYECTBY, K TBOPYECTBY [/19 AOCTUXEHMS KOHKPETHbIX 3a4auy;
yMeHue ynpaBnaTb co60li, aHa/IM3NPOBaThb U OPraHn30BbIBaThb AEATENIbHOCTb; MPUHUMATb PaLMOHa/IbHbIE
peLLeHus.

UneHbl komaHabl: lanteBa Ennsaseta OnerosHa, Kobsikosa EneHa MnbuHnyHa (yuutens 6uonorum MbOY
COLL Ne26, kypaTtop npoekTa), lanteBa KOnua AnekcaHgposBHa (yumtenb matematmku MBOY COLL Ne3),
MeTpeHko EneHa HukonaesHa (yuntesib 6uonorum MBOY COLL Ne3).

Y MeHa cOpMUPOBaHbI KOMMETEHLMM, KOTOPble MOFYT MOMOYb MOAYYUTb HY>KHblE pPe3yAbTaTbl.
HeobxoANMbl NapTHEPLI B KOMaHAY, AOFOBOPEHHOCTU, MEHTOPbI MPOEKTa, @ Tak>Ke CTa>KMPOBKaA.



