HekoMmmMepuyeckana opraHuM3auma
BnarorsoputenbHbin oHp «BepernHa>»

Caiir: fondbereginya.ru
BEPETHHH In.noura: fondbereginya@gmail.com

BnaroTROpETENRHER QoML
HMHH: 5903083774
OrPH: 109590000129
Krn: 550301001
Hop. agpec: 614095, Mepme, Mupa, 41 B («Crystal Event Xonn»), ogwc 6 (2
aTax)

BaHKOBCKHE PEKBHINTLI «CBep»!

HekoMMepyecKkan opradM3aymna BnaroTeopHTensHulil oHg «bepermnHas
Bonro-Barckmit 6ank MAQ ChepbaHk

p/fey 407038106497 70000700

K/cy 30101810900000000603

BUK 042202603

HHH 59030937 74/KMM 590501001

06.09.2024 .
Oruer no npoexry #sashasosnina
AKT 0 pacxo10BaHHH CPEICTB
Ne| Hanmenosanne Koa-s( Crommoers Komtparent | Cymma | Hogreepanoxyme | Hprseaany
CTATLH PACXOI0B (pyi.) {pyi.) HTEL
1 1 20800 000 20800 | IMnarexuHoe
leneTHueckuil ananus “Tenomen™ nopyuenue Ne 73
Hanens “Tybeposubiii ot 10.04.2024
CKIIepos o
Helpodudpomaros”
HTOI'O
20800

Ocmamok 6 pazmepe 200 pvoneii nepeseden 6 pezepé honda u Gyoem Hanpasien na oniamy
yeaye banka.

B npuaoxennn Tooba bsiuno codpano: 24083 pyd.

Komucens Kkaccnl 2.8% 674 pyo
Pacxoan Ha AIMHHHCTRHPOBAHKHE, paspadoTry 1 paisxTHe opuaoxenus Tooba AT B 2408 pyvb
I i
Hupexrop dnaroTeopuTensHoro douaa «bepernms» [/ Fiteatt T'oaybaera T. C.
M.IL / > o i
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Ten: +7(982)48-49-799
Moyta: platforms@fondbereginya.ru
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Mpowy onnaTtnTe

Teteormiitotrce  iLele pobaecess.

CTOMMOCTE A8HHOW Npouenypol COCTABNALT,

Moe MaTEpHANLHOE NONOKEHUE HE MO3BOMAET MHE ONAaTHTE ABHHYIG DPOUEAYRY.

Mpowy OK33aTe MHE GNaroTBOPWTENLHYID NOMOUL B BWAR ONASTHI cyaTa [(GwieTOB, HYEeKOBE W ARYIWMX
MOATRENKAZKIIMY JOKYMEHTOE)
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HacToswAM NoATEERMAaM, HTO

1. MpeaocTasneHHble MHOR B KadecTee NpUAOKEHUA K HACTORWEMY IEABNAEHWID AOKYMEHTE COSeDmaT
[OCTOBERHYHD MHpODMaUMK,
2. B cnydae NpUHATHA NONCHMTENBEHOMY PEWEHWA O NPEACCTABAEHKK MATEPWENEHOH NoHMoWA [a

feuskde W peabunuTauKic mMoero pebeHxa A3 PASpeWEHME HE WCNONB3IOBIHWE W nyBnvKaune [(oes

g
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QUrpaHnyeHHA N0  KONMYEeCTBY MOBTODOBE W CPOKaM MCNONb30CBAHWA W paIMeUieHUE MY GBmMEagnig
QoToOMETEpHAN0E W WHBIX MaTepuance © moeM pebeHke, B ToM YWche NoaTBeMAaILMY COCTORHKWE ero
300poELA W Npoxoxaenne pebeHKoM NeqeHus, kak BnaroreopuTenskeim dorgom «BEparMkeE», Tak M
TRETBMMK NULamMK, g

o Mpw HeoSxoaMMOCTH roToB(a) NpMHMMaTE ydyactue B MEDPOMNPUATHMAX, HANDABNEHHEIX Ha cbop
NOKEPTBOBAHWMA Ha neverne pebferka M peadunutaumio, ArBo npoBoadmMbix B LUENAX NOOTEEOMASHMA
WHPOPMALMK O MPOXOMABHUM NEYEHUA PEOEHKOM, Yepes NeNroAa v roa NOCNe oKasadus AoMOlK roTos(a)
COOBWMTL © COCTORHMKM peberKa 1 BsicnaTts toTo pefenka,

Ceoell noanucein, # NOATEERHMAEID, UYTO He BEAETCH CaMOCTORTENBHLIX cO0pos Ha mMoero pebedxka v ero
noTpelHocTH B 2Tk MHTEPHET M APYIMX WMCTOYHMKEX (cpencTea maccoeaik HMHapMal ke, AWmnKY no chopy
MOXEPTEOBAHMA W gpyroe), & Takke He cofupalo CPBACTBA HE NUYHBIE K3pTE,

. LEh Mg, 2044 r.
C’iﬁ;ﬁ, / C%ﬁ{,mmz, &0 /

(noanuce) (pacwudposka nognck)




22.03.2024, 10:07 MeyaTtHan dmopma

Nauwerxt: COCHWHA ANEKCAHOPA BNAOWCNABOBHA DNata 1 spema nocellenua: 22.03.2024 09:57
Hata powaenus: 04.04.2018 (5 ner) MO: MEPME KOKE (Hosas)
Anpec npoxwmeadua: I NEPMbB, MANEHAKOBA ¥1, . 30A, ke, 57 Mpodhune: reHeTHKE

Kanobel
Ha momeHT nprema xanobel Ha 3a0epH#y MOTOPHOIO, PEYEBOrD Pa3BMTUA, ,qeabeu'r‘ NUIMEHTALMK KOXKKM, NOABNESHWE
onyxoneasuaHoro obpazosalns Ha cnvHe,

Hanpasnexa no noeogy Hedpodwbpomarosa, AMarHoOCTHMPOBaHHOM paqee,

AHaMHe3 XU3HK
Akywepckuid anamuea: Otsrowed no -pam nepuHaraneHoro pucka. B - 2 (BCI no runepToHu4eckomy Tuny,
aHemMusA), pogsl - 2 B cpoK, Bec - 2345, poct - 48eM. [TUrMEHTHBIE NATHE HEYanK NORBNATLCA HE Kowe B 5-6

MECRUEB.
PazeuTHE NCUXO- MOTOPHOE  C TEMMOBON 32080MHONA,

MNepecénrele 3abonesaHua: YyacTele OPBIA, dhapuHriiTel, ageHonab 4 cT.

MocewaeT QETCAN C NOTONEaM-EecKol rpynnoi,

3NMOeMUONOrHYecKin aHAMHes:

Inwgemuonorudeckuid pexum cobnioaaet. 3a npedens NepMckoro Kpaa He ecieaxan. B koHTakTe ¢ BonbHBIMK
COVID-19 He Bwin.

AnamHes 3aGoneBaHuA
MPT ' ot 24r: obeemHoe oBpa3oBakve cynpacennApHon oGnacTu.

OB BLekTHEHBLIA cTaTyc

Kosa YMeTan, qJHEHﬂ.ﬂDI'H‘-EEG{Qﬁ OKpaCcKK. Ha kowe TYNoBWLLA MHOKECTEEHHbBIE NHIMEHTHbLIE MNATHA
CBETNOKOPWYHEBOID LUBETE PAANWYHEBIX PA3MEDPOE W -‘.:bﬂphﬂhl. Ha cnuHe cneea - e0WHWHHOS MENKDE onyxaneenaHoe
obpasosaHue. CnuaucTele GneaHo-po3oesie, BnakHeie. [pyAHaA KNETKa NpasuneHOR hopMel, 6es BUOMMbIX
pedopmaumin. TCyCTaBe: HE MaMeHEHE! MbllLeYHbIR TOHYC uanonorideckuin. HueoT markki, BeabonesHeHHmR,
MNeyeHk, cenesaqika He yBenu4eHsl.

PuarHecKoe pazauTe HUIKDE 33 CHET gedruwWTa BECA.

OwuarHoz ocHoBHOM (pacwndpoBka)
- ®aromaroa. TybeposHsiA cknepoa?

PexomeHgaunm, HasHa4veHWA

- Nawxens "TyBeposHelid cknepos u Hedpodgmbpomaros”(Bea keoT. [laHHan AnarHocTvka He BXOOWT B Nporpammy
rocraparTyi. JdaHbl KOOpOWHATH BNaroTEOPUTENEHEIX OPraHn3aumni ).

- HaBnwgeHwe HeBponora.

- TICETOPHO K FEHETUKY C Pe3ynsTaTom.

MNpoeegeqa Gecena o HeobxooUMbX CBCNEROBAHUAX (MCONBROBAHWAX) NAUMEHTE 11 Brn DOJCTEEHHUKOE, B TOM uMcne 06 ux uenu,
HHI:[JUQMﬂTHBHmTH, BEPORTHOCTH NANYYEHWA NPABMNLHOND DESYNETETA W BOIMORHDIX NOCNBncTEWRX, HEII.I,I-'IEHT}' QaHbl OTBETEl HE HHTRPECY DLW WS
BONPOGKL

C nnaxom obcnenosaHus (MCCNeloBaHWA) 03HaxoMnNeH{a), COTNaceH(Ha), MMEen (&) BOaMORHOCTE 3a08TE HHTEPECYIOWME MEHA BONPOCE!,

ntips:leisz.permiral.nfe=EvnXmiBE&m=printEvnxmi 11



MNAD "NMPOMCEA3BEAHK" T. MOCKBA BWK  |044525555
Cu, Ne |30101810400000000555

Baxk nony4aTens

WMHH 7701759381 IHTII'l 770101001 Cu, No |40702810820300727001

OBWECTED © orpaHdeHHoR OTBETCTEEHHOCTRIO "TeHomen”

Mony4arent

CyeT Ha onnaty Ne 927 or 27 mapta 2024 r.

MocTasuwmk  OBLWECTEO ¢ OrpaHMYeHHON OTBETCTBEHHOCTLIO "TeHomen", WHH 7701759381, KNnN
(MenonHuTens' 770101001, 105005, Mockea r, Baymasckan yn, aom Ne 50/12, ctpoenne 1, Ten.: 8 (495)
660-83-44

Mokynatens B® "Beperuna”, UHH 5903093774, KN 590501001, 614095, Mepmckuia Kpaid, ropon
(3akazumk):  Mepme, yn. Mupa, a. 41, ctpoeHue B,oduc 6

OcHoeanve: OcHOBHOW QOroBOp

Ne | ApTtukyn Toeapbl (paboTtel, yenyru) Kon-eo | Eg. Lena Cymma

1 MaHenb "TybepoaHbii cxnepos 1 1w 20 800,00 20 800,00
HefpodmBpomaToa”, CocHuHE AnexcaHopa
Bragucnasooasa, 04.04,2018 rp.

WToro: 20 800,00
Bez nanora (HAOC) -
Bcero k onnare: 20 300,00

Becero HaumeHoBaHMA 1, Ha cymmy 20 800,00 pyb.
OBaguaTh ThicA4 BoceMbcoT pybnei 00 Koneex

Onnarta gaHHoM cHeTa 03HAYAET COMacke ¢ YCNOBMAMM NOCTAEKW ToBapa.
YeegomneHwe off onnate obA3aTensHo, B NPOTMEHOM CRYyYas HE rapaHTUpYETCA HanW4Me TOBapa Ha cknane.

Tosap oTnyckasTeA No dakTy Npuxoaa AeHer Ha plc ﬂqglgqmﬂﬁa_.‘-camnaumaum. NpW HAaNWYKK JOBSPEHHOCTH W
nacnopra. " e N

F

PykoBoguTens %/ | © Kypatnes [i,B. | ByxranTep A Wypasanes [l. B.
708 v £ 77



OO0 « FTEHOMED S WHHKNN Froi7s938 1770101001 OrPH 1077763509977

NABOPATOPUA MONEKYNAPHOW NMATONOMNK

rEHo M E ﬂ I +7 (495) 660-83-77

T a T Op.agpec: 105005, Poccua, © Mockea, yn. baymadcxaa, o. S0 2, crp. 1 R
S i T +7 B00-333-45-38
— & callcenter@pencmead. ru
& wew.genomed ru
JAKNHOYEHHE

no pesynbTtatam uccnegoaHua HK metoaom KAMHUYECKOro CeKBEHMPOBaHUA

NauwuenT: CocHWHa AnexcaHapa BnagMcnasogHa

MNon: HeHcKkui Oata poxageHuna: 04.04.2018

HanpasuTenbHbIA AUarHos:

Bup uccnegosanua: 1977 Nanens "TyGepo3Hbiid ckNepos W HellpodubpomaTos”
Data zabopa matepuana: 18.04.2024 r. flata uccnegosanduna: 10.05.2024 r.

PE3YNLTATHI MCCNEAOBAHUA

BapwaHTel, koTOpble MOryT BbiTb BEPOATHOW NpuyMHOoW 3aboneBaHWA NPUOPUTUIWMPOBaHLI NO
nponpueTapHomy anropuTmy C  y4eTom pekomeHgaumin ACMG, Hanmuuio B DBasax [OaHHbIX,
NONYAALMOHHBIX 4acTOT U APYIMX KPUTEPHEB.

Ha ocHoBaHMKW nNpoBEAEHHOM nNpUOpPWMTM3aUMKM W deHoTMNa nauWeHTa, ONWCAHHOrMo B
npeacTaBNeHHbIX AOKYMEHTaX BAapWaHTbl CrPYNNWMpPOBaHbl NO CTeneHW BEPOATHOCTM MX NAaTOreHHOCTH
408 NauWeHTa. B rpynnax BapwaHTbl PacnoNoMKeHbl B NOPALKE CHUMEHWA NPUOPMTETHOCTH.

BapwaHTel, He MMeLWMe NPU3HAKOB NATOreHHOCTM, AKMB0 MMelolWMe HeKOoTOpble NPU3HaKK
NaTOreHHOCTH, HO, HECOOTBETCTBYKLWME GEHOTMNY, ONWUCAHHOMY B COMPOBOAMTENbLHLIX OOKYMEHTaX,
mMoryT BbiTe HE BHIKOYEHbI B 3aHN04EHKE.

NogpobHo ¢ onMcaHWem MCCNeaoBaHUA MOMHO 03HAKOMMTLCA B NPUNOHEHMM K 3aKNHDYEHWIO.

BHAMAHWE! BapwaHTbl, oBHapyMeHHble B pesynbTaTe WCCNefoBaHWA, He ABNAKOTCA
YCTAHOBNEHHLIM AWAarHosom, a moryT ObiTb MCNONL30BaHbl B COBOKYNHOCTM € A3HHLIMM APYIMX
NabopaTopHLIX U MHCTPYMEHTANbHLIX METOL0B TONBKO BPavyom reHETUKOM.

Ona yTouHeHMA 3HaYMMOCTH 0BHapyHeHHbIX BapMaHTOB, B TOM YMCAE C Y4eTOM KAMHWYEeCKOoM

KapTWHbI NauMeHTa Heobxoanma Houcyngéﬂﬁ&apaqa-reu&mua.
k=l BFEAH J=) e
'.\td.- 7
10.05.2024 r. i
Bpau-reHeTMK Igcf]lr X‘, M. M. flannHa
is! Ml
{2\ Chomen"):/
o, Gl
i

Crp. 1 m3 5.



Inroran

Bapuant (hg38) oTh.

Tpanckpunr < AK zamena

]IPII'!-H'-II\TH HNATOrCHHOCTH H KOMMEHTAPHHA

Cunjpon

1. BapuanThl, ABas10mBecs Hando/iee BepoATHOH NPHYUHHOH 3a001eBaHHA

i lerepos ENSTO00003
chr17:31169985C=T e NF1 S8073 C.57AC=T pAmgloX 27

Hpusnaiu namozeHROCHE sapiaima:
Hpusodum k mepmunayuy cimesa Geka
Bausnus sapuanma na givrxyuio cena
Faaceuhuwayus ACMG: Pathogenic.
Kracougcayun CLINVAR: Pathogenic {Likely pathogenic - 1, Pathogenic - 22).

3ﬂ'ﬁﬂ.ﬂ£ﬂﬂ'ﬂ"ﬂ, QCCONHPOGERHBIE O 2EHOMS

L eukemia, juvenile myelomonocytic (607785), AD, SM
Neurofibromatosis, familial spinal (162210), AD
Neurofibromatosis, type 1 (162200), AD
Neurofibromatosis-Noonan syndrome (601321), AD
Watson syndrome (193520), AD

Pexomengyerca conocrasnenve denornna nagmenta ¢ enorunom  saboneeanuil  acCOUMHPOBAHHEIX ¢ [CHOM WM
ODCICI0BAHNE POLKTENCH 11 YCTAHOBICHH NPOMCXoRcHIs sapuanTa (de novo/nacne 1y emutii).

2. Eﬂp!lall'l"l:l, HMEIIIHE OJHH HIH HECKOILKO 3HNATHMLIX NPHIHAKOE NATOreHHOCTH

PeacpanTHLIX BAPHAHTOR HE ODHAPYHCHO

3. BEI]HHIITI:] C HEH3BECTHLIM KIHHHYECKHM 3HAYECHHEM

PencpanTHLIX BAPHAHTOR He ODHAPYHCHO

Crp. 2 M3 5.



HH®OPMAIHA Ob HCCIETOBAHHH

Ananua JHK npoBoOMTCA NO TEXHOMNOMMM CEKBEHWPOBAHWA HOBOMO NOKONEHWA METOOOM NApPHO-KOHLEBOMo
4TeHuA. [nA npoBonogroToBKM MCNONL3yeTcA MeTOOWKA CenekTMBHOro 3axeata ydacTtkoe [AHK, oTHocAwmMxcA K
KOOMPYHOWKMM 0BNacTAM FeHOB C W3BECTHLIM KNWHWYECKMM 3HAYeHWEeM (KNWHWYECKWA 3K3OM) WNW TeHos,
ACCOLUWMPOBAHHEIX C rpynnoid 3aboneeanunii (NAHENW FEHOB) W ONWCAHHLIX B KypUpyemol Baze gadHex OMIM unu
CNeUWanUaIMpoBaHHLIX KypupyeMblx Basax.

CpenHee NoOKpbLITHE LENEBLIX YHACTHOB CEKBEHMPOBAHWA B WCCNedyeMblx reHax cocTaenseT He mexee 70x. 3To
03HA4AET, 4TO KAWOLIA MCCNedyemMbld Y4ACTOK reHOMAa B cpeHeM aHanuavpyetca He meHee 70 pa3 Bo uabemadwe
BNMAHWA TEXHWHECKUX OWWBOK YTEHWA HA pe3ynkTaTkl MccneaoBaqHWA. Takoe NOKPLITME NO3BONAET OCYLLECTENATE
OeTEKUWID BAPMEHTOE, B CPedHEM, He meHee yem B 98% ueneBwiX y4acTOB, BXOOAWMX B wccnegoeadwe. [AnA
CNOMHLIX Yy4acTKOE reHoma (Hanpwmep, GC-DoraTeix y4acTKOB) cpEAHEee MOKPLITHE MOMET DbiTh HUXe. Y4acTeW
reHomMa ¢ NOKPLITMEM, HE COOTBETCTEYHOLMM KDWTEDWAM OOCTOBEPHOCTH BCNEACTEME TEXHWYECKUX OrpaHUHeHWi
CHMEKBEHCA, B AaNbLHEALWA aHaNW3 He BKMIDYATCA.

MeTog no3sonseT BLIABMTL HAcneyemble WM BHOBL BO3HWKWMe (de novo) BapuadTbl HYKNEOoTHOHOH
nocnegoeaTensHOCTH (OOHOHYKNeOoTHAHLIE 3amedbl, Hebonbwwe WHcepuww v geneuwu — oo 10 n.o.), koTopuie
MOTYT SBNATLCA NPUYNUHONE reHeTrYeckoro aabonesaqus,

TexHUMY4ecKWe OrpaHMY4eHMA METOOA He NO3BONAKT BLIFABMATE WHCEPUWW W Oeneuvd aonvHoin Bonee 10 n.o.,
MYTALMKM B WHTPOHHBIX OBNACTAX (33 WCKNKYEHWEM KAHOHWYECKMX CAWTOB CnnadcuHra), Bapuauui OnWHbI
NOBTOPOB (B TOM YMCIE 3KCMAHCKMM TPWMAMETOB), & TAKKE MYyTALWM B reHax, ¥ KOTOPbIX B reHoMe CyllecTByeTt
Bnuakuii No nocnegoBaTensLHOCTH nNapanor (nceggored). MeTog He npegHazHa4ed OonA onpefeneHys dassl nap
FETEPOINIOTHLIX MYTAUKWA, a TAKE ONA OUEHKW YPOBHA METWNWMPOBAHWA MMM BbIABNEHWA MyTauWiA B COCTORAHMK
MO3aNLM3Ma.

B HekoTopbix chny4asx BUOMHDOPMATHMHECKMA aHANW3 OAHHLIX NO3BONAET 3aN0O03PWThL HANWYWME CTPYKTYDHLIX
nepectpoek (MWKpoOeneuwid W MWEpoaynnukauwid). OpgHako 3TOT nNoaxon He ABMAETCA PEeKOMEHOO0BaHHLIM
METOOOM aHANW3a Bapuauwid 4vcna Konwid reHoB, W obHapyweHHbe NepecTpoikd nognexaTt obRaatensHomy
NoATBEpHOEHWK pediepEHCHLIM METO4OM (XpPOMOCOMHBIA MWUKPOMAaTpWHHBIA aHanwu3). Menkve cTpykTypHLie
HApYLWEeHWA, OOHOPOAWTENLCKWE OUCOMMA M MO3AWYHLIE BAPWAHTLI YMCNE KOMWIA NeHOB METOOOM CEKBEHWDOBAHWA
HE BLIABNAKITCA, ONA 3Tor0 gomxeH ObiTb  WCNONL30BAH BANWAWPOBAHHLIA  METOO  XpPOMOCOMHOMD
MMKDOMATPWUYHOrO aHanuia. HeBbIABNEeHWe CTPYKTYPHLIX BAPWAHTOB NPW CEKBEHWDOBAHWMK HE WCKMIOHAET WX
HANWHKWA Y NauWeHTa.

O6paboTka AOaHHLIX CEKBEHWPOBAHWA NPOBOAMTCA € MWCNONB30OBAHWEM ABTOMATW3MPOBAHHOIO AanNropuTMa,
BEMIOHAKILLErND BbIDABHWBAHWE NPOHTEHWIA HAa pedepeHCcHYK nocneqoBaTenbHOCTL reHoma 4enoeeka (hglds),
NOCTAPOLECCHHT BbIPABHWBAHWA, BLIABMNEHWE BapWaHToB W dWNLTPAUMID BAPWAHTOE MO KAYECTBY, a Tawke
AHHOTAUMKD BLIABMNEHHLIX BAPWAHTOB NO KAHOHWYECKOMY TPAHCKDWNTY KEMKAOro reHa W WX NpUopuTEe3auW ©
y4eTom pexomedgauwin ACMG. BapuaHTel, He COOTBETCTBYIOLWME KPUTEDWMAM Ka4YecTea W3 JankHellWero aHanmia
MCKITKIMATCH.

AETDMETHEHPDBEHHHH dnropUuTM NpUOPHUTEINPRYET BapWaHTEl NO BEPOATHOCTH WX KNWHWYECKOrD 3Ha4YedHWA OnA
O8HHOMD nauueHTa. D,EI,HEIHD, 370D HE D3Ha4YaeT, 94To kakoW-nubo na DﬁHEIp‘_.I'}I{EHHI:rIX EApPWaHTOB ABNAETCH I'IFIII-"I"II-"IHDI:"‘I
zabonesaHuA Y naunedHTa.

,ﬂﬂﬁ OUEeHEW 2ZHa4YMMOCTH BE3pUaHTa HEDﬁXD,EI,HMD conocTaeneHWe HEI:‘I,E,EHHI:IJ". EapHaHTOB C KNMHWHECKD A KEIFITHHDIF!
nauneHTd, a B HEKOTOPBIX CNYYaAx ,EI.DHDHHI-“ITEJ'EbeIF‘I EHDHH{*}DPMETHHEEKH‘;I aHanMai.

Ecnu DEHEP'!,I"}KEHHI:-IF‘I BapHMaHT padHee }{JTEEEHEZ‘]HLI,HPOEI-EH KaK MATOreHHbLIA 3T0 He O3Ha4YaeT, |YTO OH MOMeT BbiTh
NaToOreHHsIM WY ApYyroro nauwyeHTa.

OnsA OUSHKW KNUHWHMECKON PENEBAHTHOCTW BLIABMNEHHLIX BAPWAHTOE NpW gansHeAwem aHanuie Heobxogumo
ucnonszoeaTe Ba3zy pandeix OMIM, cneuwanwavpoeanHele Ba3el OaHHbIX N0 OTAENbHEIM 3aboneeaHuAM (Npu
HAMWYKK) ¥ NUTEPATYPHLIE JaHHbIE

B npuopWTE3MpOBAHHBIN CNWCOK BEMIOYEHBI OGHapyweHHbe BApWaHThl B KOAWPYWLWWX o6nacTAX reqos,
obnaganwme cpeqHUM 1 BEICOKMM BIWAHWMEM Ha CWHTe3 Genka (MUCCEHC, HOHCEHC, COBMI PAMKW CHWTLIBAHWH), a8
TAKKE BAPWAHTLI B CNNAWCWHIOBLIX y4acTkax reHoB. CUHOHWMWYHBIE BApUaHThl (HE MPWBOAALLME K 3aMeHe
aMWHOKWCINOT) W BAPWaHTLl B WHTPOHHLIX O6OMACTAX rEHOB, A TAKKE BApWaHThl C BLICOKOW YacTOTOW W He
OMWCAHHLIE DAHEE KAK NATOMEHHLIE, HE BKIIDYEHBb! B MPUOPWUTE3UDOBAHHLIN CNWCOK.

Obcnepgoeanue pogwTened npobaHna wnv ApyrMx pPOOCTEEHHWKOB MOMET noTpeboBaThCcA ONA YCTAHOBNEHWA
NpoOMCXOXOeHWA (Hacnegyemslit/de novo) obHapy#XeHHoro BApMaHTa M YTONHEHWA Ero NaToreHHoCTH.

Crp. 3 M3 5.



B ceAan c GwicTpbim oGHOBREHWEM WHDOPMALMWW O NATOMEHHOCTW BAPWAHTOE W MOABMNEHWEM HOBLIX OAHHBIX, B
HEKOTOPLIX CMy4asx MoweT ObiTh pPEKOMEHOOBAH NOBTOPHLIA AHANW3 OAHHLIX CeKBeHWpOBaHwA. [loBTOpHLIA
aHANM3 JaHHLIX CEKBEHMPOBAHWA MOMET ObiTh PEKOMEHADBAH NPW WAMEHEHWW (HEHOTMNA NaUWEeHTa, NOABNEHWUK
HOBLIX CMMMTOMOB, CBA3aHHLIX C NporpeccupoBaHuem 3abonesaHus, NUGo nNpW NOABNEHWKY HOBbLIX OAHHbLIX
nabopaTopHOrO W WHCTpYMEHTanbHoro ob6CnefoBaHWsA, W3IMEHAIUMX HanpasneHus awddepeHuransHon
OWArHoCTUEW.

Mo 3anpocy NALWEHTa WNKW Ne4allero spaqa mMoryT BbiTh NpeacTaBneHsl NEPBUHHLIE OAHHBIE CEKBEHWPOBaHWA B
dopmate FASTQ. OpHaxko, adHanuia Tawkux AadHelx TpebyeT pgononHvTensHoil WX obpaboTten, koTopas
BLINONHAETCA TONBLKO NOArOTOBMNEHHLIM CRELWANUMCTOM.

,ﬂEHHbIE CeKBEHWDOBaHWA M DEHEIP}"?KEHHHE BApMaHTEl HE ABNAKTCA OKOHYATenbHbBIM AWMaArHO30M W JON¥HE
MCNONBLI0BEATECA COBMECTHO C OPYTHUMIA ﬂEﬁDpEITGPHbIMI-"I W KNUHWYECKMMK OaHHBIMIA. !{DDPEHTHEFI HHTEpNpeTaUuna
Pe3ynbTaToB reHOMHOND aHannaa MOXeT BbITh BEINOMNHEHA TONBKD Bpa4oOmM-reHeTHUKOM.

rPYNNUPOBKA BAPUMAHTOB MO BEPOATHOCTU MX NATONEHHOCTW ONA NALMEHTA
1. BapwaHThkl, ABNAKLWKWECA HanDonee BEPOATHOW NPUYMHONA 2aboneBaHKUA.
B paHHyo rpynny BKNKOHAKTCA cNegyolmMe BApHAaHTLI

a. OBo3Ha4eHHLIE KAK nNaToredHHsle B pedepupyemsx Bazax eapwanToe, Takux kak Clinvar wnn B
cneuuanuiIvpoBaHHelx Ba3zax BapWaHToOB W onucaHue (eHOTUNE NauMeHTa WMEET NPUM3HAKW COOTEETCTEYHLLME
OMUCAHHELIM NPKY AaHHOM 3aBonesaHum.

6. He oGo3HaqeHHble kKaK naTtoreHHsle B pedepupyemblx Bazax eapwadTos, Tawwx kak Clinvar wnw B
CneuuanuaupoBadHelix  Ba3zax reHOMHbBIX BApWAHTOB, HO WMEKOLME BLICOKYH) BEPOATHOCTL NAaTOFEHHOCTH,
OCHOBEHHYH) HA HECKONLKMX 3HAYMMbLIX KDPUTEPWAX NATOMEHHOCTW (BbICOKWMIA CKOpP NAaTOrEHHOCTW) M OnMcaHwue
dEHOTHNA NAUMEHTA UMEET NPU3HAKK COOTBETCTBYHILLME ONMCAHHLIE NPW AaHHOM 3abonesaHnu.

Takue eapuaHmsl cnedyem paccMampueamb kak eePOAMHYI0 NpuYHuHy 3abonesaHus 8 nepeayio ovepedsb.
AdnA HekoMOPpLIX eapuaHmMos, BKMHOYEHHLIX 8 3my zpynny (U3gecmHbie MamozeHHbLIe eapuaHmbl ¢
nonHeiM coomeemcmeuem cheHomuna) ycmaHoaneHus npoucxoxdeHuA eapuaHma oOcmaemcs Ha
ycMompeHue epava. Lna eapuanmoe, paHee He 0003Ha4YeHHLIX Kak MamozeHHbLIe yCcmaHosneHue
npoucxoxdeHUA eapuanma donxHo ObimMb pekoMeHO08aHO NayueHmy.

2. BapWaHTbl, MMEKOLME IHAYMMBLIE NPU3HAKA NAaTOreHHOCTH
B naHHyo rpynny BKNHYATCH CNeyLLWE BAPUAHTBI

HI‘I.-'IEHJI.I.[HE OOMH MNKM HECKOMNBKD 3HAYWMMbIX NPU3HAKOB NaTOreHHOCTH. B 3Ty rpynny BENKHAKTCHA BENHYEHB
BAPWAHTEI, KOTOPBIE MMEHT NPU3IHAKKW K3k NAaTONeHHOCTH, Tak M HENAaTOreéHHOCTKW, HO C I'IDEDﬁJ'IE,E[EHHEM NMpU3Hakoe
naTtoreHHocTH. Takwe MOoryT ObITh PadnUyHele BapwaunKy CcoBnageHWA EI]EHDTHI'IE nadueHtTa c© npyuaHakamM,
ONUCaHHBIMK NPKY JaHHOM zabonesaHuK.

,ﬂﬂ:ﬁ TAKMX BdpWaHTOB TpEﬁ}fETEﬂ conocTaeneHe KNUHWMYeCKWX W l'IEIﬁDFIEITGPHbIX AOaHHBIX nmauueHTa C
ONUCaHHBIMK NpA aabonesaHnK. YcTaHoBNeHMe NPOUCXOXOEHWUA TAKWX BAPWMAHTOB ABNASTCA Ba¥HEIM OANA OUEHKEN
WX NaToOreHHoOCTK.

Ana uckmovenus/nodmeepdeHUR NamozeHHOCMU IMaKux eapuaHmose Moxem Obimbe pexoMeHdogaHa
KOMCYNbLMayus apava-eeHemuka, creyuanu3upyroue2ocs Ha aHanuse dadHbIX CEKB8EeHUPOSaHURA.

3. BHPHEI'ITI:-I, HMeUWMe KaK NpWU3IHaAKKW NaToreHHoOCTH, Tak M HENaTOreHHOCTH. MoxeT ObITh paznnu4yHan
CTeneHe COBNageHWA '.".'IEI'IUTI"IFIEI nauyneHTa € NnpUaiHakamM, ONUMCaHHbBLIMK NpKW OaHHOM 3aboneBaHHK.

ME.I'ICIEI-EFJDHTHD, HTO Takve BapWaHThl ABNAKTCA F‘Ipl-"l‘-IMHDI:‘I aabonesaHWA. D,EI,HEHD B HEHKOTOPBLIX ChyYadAx
HHEI]DPMELI,HFI 0 TakWMx BapWaHTax MOXET GelITe NonesHa Bpady OnA conoctaBneHWA {tl'EHDTI-"IHE nauwneHTa c
{*}EHDTHHDM, ONMCaHHBIM ONA aaboneBaHmA.

B cnyyae docmamo4Hozo cxodcmea mMoxem O6bimb pexoMeHOogaH MOUCK Mymauul, He ebiAeAeMbIX
memodom NGS (Hanp. eapuauuill Jucna konuill) Ha emoposM annene, nodmeepxdeHUe NPOUCXOXOeHUR
gapuaHma u dononHumensHbIl aHanus daHHbIX U KOHCYNbMauus epava-eeHemuka,
cReyuanu3upyruesoca Ha ananuie danHbiXx ceKaeeHUpogaHus.

4. HocutenbcTBO BaApWAHTOB, CBA3AHHLIX C HACNegCTEEHHBIMM 3aboneBaHWAMM.
B 3Ty rpynny BENKYEHBLl METEpOIWIOTHRIE BAapWaHTeI B reHax ayToCOMHO-peleCCHUBHBIX 3360HEEEIHHﬁ, padHee

ONMNACAHHBIE KaK NaTtoreHHel2 WM OﬁHE,EI,EHDI.I.lHE JHaYWMMBl NpUMaHaKamK NarToreHHoOCTK. Takwe BapWUaHTbl He
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ABNAKITCA NaTtoreHHeIMW Cami no GEEE, HO MOMYT MMETL 3HaYeHWe NpW HanKMYKK He onpefjeneHHore BapuaHTa B
Opyrom annene. B HEKOTOPBIX CNy4HanAx 3T1a HHd]DPMELI,I-“IFI MOX¥ET UMEeTh 3Ha4YeHWe OnA poOCTBEHHWMKDE NauneHTa.

* 3Ha4uMMble BAPWAHTEI ONpegeneHsl B KOHTeKcTe pekomeHgaumia ACMG (Very strong/Strong/Moderate).
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MocTyn. B Bady Nnar. CNMCaHo co o4, nnar.

0401060

NNATEXKHOE NOPYYEHWE N7 3 s
Oata Bug nnatexa
CymmMa ABanuarte TEICAY BoCeMeCOT pyGnen 00 koneek
NPONACED
MHH 5903093774 KM 590501001 Cyninia 20800-00
HEKOMMEPYECKAR OFMAHM3ALMA BNATOTEOPMTENBHLIM ©OHO
"BEPEIMAHA"
Cu. N2 4070381020000072957 1

InaTtensLwk
AQ "TMHBKOD® BAHK" r. Mockea BHEK 044525974

Cu N2 30101810145250000974
BaHK nnatenblwMya
Nac "MPOMCBH3IBBAHE" r. Mockea BIK 044525555

Cu. W2 30101810400000000555
BaHK nony4arena
HMHH 7701759381 KN 770101001 Cu. N2 40702810920300727001
o000 "TEHOMED"

Biap on. 01 Cpox nnar.

Haa. nn. Quep. nnar. 5
Monyyatens Kog & Pez. none

onnara no cuety N2BET o1 O7.03.2024 Gnarononyqartens CocHuHa Anekcadapa Bnapguonaeoeda, 04.04 2018 rp., Nporpamsa Ha

nogmory/TipoekT MeHeTMydeckmid aHamnua. HOC He obnaraetca
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