OO0 «2BOTIEH»

®reHY «MEOANKO-TEHETUYECKM HAYYHbBIN LLEEHTP UMEHW AKAOEMUWKA H.M. BOYKOBA»
rBY3 «MOCKOBCKUMW KITMHNYECKMIN HAYYHbIN LLEHTP UMEHW A.C. TOTMHOBA O3M»

MakapoBa M.B., KocoBa E.B., HemuoBa M.B., fopouyk H.A., Carangak O.B., MuwmHa O.C.,
Llectonanosa E.A., BogyHoBa H.A., MewkoB A.H., MuxanneHko A.C., MhxkeBckada B.J1.

METOAMMECKME
PEKOMEHOALIM

no npeacTtaBfeHUIo pe3ybTaToB NMOJIHOFeHOMHOro
nccnepoBaHUd geTen 6e3 MeaULUMUHCKUX NOKa3aHUM
(npakTU4yecku 300poOBbIX)

MockBa 2025




ABTOpBI

Makaposa M.B. — 3amecTurens pyKOBOAMTEIS HAYYHO-MEAULMHCKOIO OTHENA, PYKOBOAUTEIb
HaIlpaBJIeHUs 110 OHKOreHeTHke, Bpad-reneTuk OO0 «3OBoren», Bpau-renetuk ®I'bY «PHIIPP»
Munznpasa Poccuu;

Kocosa E.B. — maBHbIl Bpay, 3aMEeCTUTENb PYKOBOAUTENA HAyYHO-MeIUIIMHCKOTO otaena OO0
«OBOreHy;

HemioBa M.B. — n1.6.H., mpodeccop, IKCHEPT MO OHKOTEHETHKE, BPad-TadOPaTOPHBIN T€HETHK
00O «DBoren», 3aBeayromias sadoparopuerr Meauiuackoil renetuku GIAOY BO [lepsrrit
MI'MY um. 1.M. Ceuenoa Munznpasa Poccuu;

Hopomryk H.A. — K.M.H., pyKOBOJHTEIs HANIPaBIEHUS 10 OphaHHBIM 3a00I€BAHUSM, Bpau-TeHETUK
OO0 «3Boren», 3aBemyromnas KaOMHETOM MEIUKO-TEHETUYECKOTO KOHCYIBTHPOBAHUS, Bpad-
reHeTuk ®PI'bY «HMUILIK um. akanemuka E.M. YazoBay Munsnpasa Poccuu;

Caraitnak O.B. — k.M.H., 3amecTuTeNb reHepaibHoro aupekropa OO0 «IBoren», H.c. DI'BY
«HMHULK um. akagemuka E.. YazoBa» Munzapasa Poccuu;

Mummna O.C. — Bpau-renetuk OOO «IBoren;

[llecronanoBa E.A. — 3aBeayronuii MEAMKO-T€HETUUYECKUM OTACIICHUEM, Bpad-reHeTukK LleHTpa
nepconanuzupoBanHo meaunuuabl ['BY3 «MKHI[ um. A.C. JlorunoBa JI3M», accucteHT
Kadeapbl OpraHu3aIy 3APaBOOXPAHEHHUs, OOIIECTBEHHOTO 3/I0POBbS M MEIUKO-TCHETHUYECKOTO
monutopunra UBuJII1O ®I'bHY «MI'HL»;

bonynoa H.A. — kK.M.H., pykoBOOHUTE]Ib MOCKOBCKOTO TOPOACKOTO MEIMKO-T€HETHYECKOTO
LeHTpa, 3aBenyromas llentpom mnepconanusupoBanHoi MenuuuHbel ['BY3 «MKHI[ um. A.C.
Jlorunoga JI3Mpy;

MemkoB A.H. — n.M.H., pykoBomutenb MHCTHTyTa NEpCOHAIM3UPOBAHHOW Tepanuu U
npodunaktukn  DPI'BY «HMUIL TIIM» MunzapaBa Poccun, mnpodeccop xadempsl
OMOXMMUYCCKOW TCHETHKH W HACJCACTBEHHBIX Ooie3neid oomena Bemects MBu/IIIO ®I'BHY
«MI'HLl», mpodeccop  kadeapst  oOmeit v  MeguuuHCKOH  reHeTnkd  MBb®
OI'AOY BO PHUMY um. H.U. IIuporosa Munzapasa Poccuu;

Muxaitnenko JI.C. — k.M.H., TOlEHT, 3aBenytomuii kadenpoit onkorenetuku MBu/[[10 ®I'BHY
«MTI'HL»;

Wxesckas B.JI. — 1.M.H., 3aMecTHTENb TUpeKTOpa 1o HayyHoil padore ®T'BHY «MI'HL».



IIpeaxnaznayenue

JIaHHBIE METOAMYECKHE PEKOMEHAAIMM HAIIPaBJICHbl HAa KOPPEKTHOE
IPEICTABICHUE PE3YJIBTATOB NOJIHOT€HOMHBIX UCCIIE0BAaHUM, TPOBEIEHHBIX JIETAM
0€3 MeIULMHCKUX MMOKa3aHUM (IPAKTUYECKH 370POBBIM), a TAKXKE Ha 3aLUTY NpaB
U UHTEPECOB JeTeH, YyKpeIsIeHuE JOBEepusi OOIIECTBEHHOCTH K METOoAaM
T€HETHYECKOIO TECTUPOBAHMSL.

Pexomenmanmu  npeaHa3sHAyeHbl UL BpAYEW-T€HETUKOB,  Bpayeu-
7a00paTOpHBIX TEHETUKOB, Bpauel-NeauaTpoB, Bpaued oOmeld MpaKkTUKU
(ceMeMHBIX Bpaueil), y4acTBYIOIIMX B IMPOBEACHUU MOJEKYIIPHO-TEHETHUECKUX
UCCJIEI0BaHMI U (MJIM) KOHCYJIBTUPOBAHUM IO MX PE3yJbTaraM, OpAWHATOPOB MO
YKa3aHHBIM CIIELIUATIbHOCTSM, ACIIUPAHTOB.

MeTtoguueckne pEeKOMEHAALMM PACCMOTPEHBI  JIOKAIBHBIM  3TUYECKUM
komuTeToM (mpotokon 3acenanusi Ne3 ot 04.04.2025) u omoOpeHbl HaydHBIM

coBetoM OO0 «2Boren» (mpotokoin 3acenanus Ne 9 ot 02.07.2025).



BBenenue

B Hacrosiiee BpeMsi T€HETHYECKHME MCCIEIOBAaHUS AaKTUBHO BOIUIM B
KJIMHUYECKYIO MPaKTHKY, NPEUMYIIECTBEHHO INpU OOCIIEAOBAaHWU MAlMEHTOB C
NOJIO3PEHNEM Ha HACJEACTBEHHbIEe 3a00JeBaHHsA, HO TaKkKe U B paMKax
UCCJIEJIOBAHUS TMPAKTUUYECKU 370POBBIX JIOAEH (Hampumep, NMpU IUIAHWPOBAHUU
OepeMEHHOCTH WM TpHU SKEIaHWM TMAalMeHTa Y3HAaTh O pHUCKAaxX pa3BUTHUSA
OHKOJIOTHUECKHX, CEpAEUHO-COCYIUCTBIX U IPYTUX 3a00JIEBaHUI WM COCTOSHUM,
JUIS  KOTOPBIX OIKMCaHa TEeHETUYeCcKas IpeApacloiIokKeHHOCTs). [oBops 00
UCCJIEJIOBAHNN TPAKTUYECKU 3I0POBBIX JIOAEH, 3a4acTyl0 HMEIOTCS B BUAY
NALUEHTHI, JOCTUTINE COBEPIICHHOJIETHS, TEM HE MEHEE, 10 KEJIAHUIO POAUTEIEH,
TaK)kKe BO3MOKHO IIPOBEACHHUE UCCIIETOBAHMS MPAKTUUECKHU 37I0POBBIM JIETSM.

B cnydae mpoBeneHHs MOJTHOTEHOMHOTO CekBeHUpoBaHUs (wWhole genome
sequencing, WGS) B 3akilfo4eHHE BBIHOCATCS TaK Ha3blBa€MbIE «BTOPUYHbBIE
Haxonku (secondary findings)» — KIMHUYECKHM 3HAYMMbIE BApUAHTHI TEHOB,
ACCOLIMUPOBAHHBIX C Pa3BUTHEM YaCThIX ayTOCOMHO-PELIECCUBHBIX 3a00JIeBaHUM,
X-CIETIIEHHBIX 3a0boJeBaHul, HACJIEJICTBEHHbIX CEPAEUHO-COCYAUCTHIX
3a00JI€BaHUI M HACJEICTBEHHBIX OIMYXOJEBHIX CHHAPOMOB [1]. B cBsi3u ¢ 3TuM,
npoBeaeHrne WGS y mpakTHUECKH 30pOBOrO peOeHKa JOKHO CONPOBOXKAATHCS
BBITMIOJTHEHUEM CIICAYIOUIUX TPEOOBAHUMN: MOTHOE HH()OPMUPOBAHKE MALIMEHTA U €TO
poauTeneii 0 BO3MOXKHOCTAX W OTPaHUYEHUSAX HCCIEIOBAaHUA, 00s3aTeIbHOE
MOJMKUCAHUE HH()OPMUPOBAHHOTO JI0OPOBOJILHOTO cormnacus nac),
HEOOXOJMMOCTh BHECEHHs B 3akioueHue HHpopmanmuu 00 OmpeaeIeHHbIX
BBISIBJICHHBIX TE€HETUYECKMX BapHMaHTaX M pHUCKaX, COOJIOIEHUE MpaBa Ha
HENPUKOCHOBEHHOCTh YaCTHOM »XM3HU U KOH(PUIECHIMAIbHOCTU T'€HETUYECKON
uHpOpMaIIH.

IIpy BKIIOUEHMHM B OTYET BBISBICHHBIX TI€HETUYECKUX BAPUAHTOB
HEOOXOMMO YYHUTHIBaTh COOTHOIIEHHE MEXAYy TIOTCHIMAIbHON TONB30H U
BO3MOYKHBIM BPEJIOM (Kak JJisi caMoro peOeHKa, Tak U JJis ero ceMbt). BelsiBiaeHue

BapHUaHTOB, KOTOPBIC MOT'YT IIPHUBECTH K PA3BUTUIO HCKOTOPHBIX 3360J’I€B&HHI>1, B TOM



qrcie MaHU(ECTUPYIOIIUX B 3pEJIOM M TIOKHUIIOM BO3pacTe, M KOHCYJIBTHPOBAHUE O
pe3ynbTaraM MPOBEICHHOTO MOJIEKYISIPHO-TEHETHUECKOTO HCCIETOBAHUS, MOTYT
CIOCOOCTBOBATh MOBBIMICHUIO 3(PPEKTUBHOCTH MEIUIIUHCKOTO HAOMIOACHHUS,

pOo(HIIAKTHKE BO3MOXKHBIX OCJIOXKHEHUHN U 37I0pOBbECOEPEKEHHUIO.



IIpoBeneHne MOJHOT€HOMHOI0 HCCJIEOBAHUSI MPAKTUHYECKH 310POBbLIM
AeTAM BO3MOKHO NPH KeJAHWUH poauTesel (MM 3aKOHHBIX MpPEICTaBUTENEH) U
HAMpaBJICHO HA CKPUHUHT MOHOTE€HHBIX 3a00JIeBaHUM, KOTOPHIE HE BBIABISIOTCA B
paMKax CTaHAAPTHOTO HEOHATAJIbHOTO CKPUHUHIA, PACHIMPEHHOIO HEOHATAILHOTO
CKpUHUHIA, M HMMEIOT JIEYEHHEe, BKIIOYas CIydyad OTITOLIEHHOTO CEMENHOro
aHaMHe3a C IpeanojgaraeMoi (Ho He YCTaHOBJICHHOW ) HACIEICTBEHHOM MaTOJIOTUEN.
B ciydae OTArOmIEHHOTO CEMEMHOro aHaMHe3a MOJEKYISIPHO-TeHETHUECKOe
UCCJIEJIOBAHME TaKXE€ MOXXET OBITh PEKOMEHJOBAHO U JIPYTMM POICTBEHHUKAM
npobana (60JbHOTO WwieHa ceMbr). OO0bEM TaHHOTO UCCIICIOBAHUSI OTIPEACIISAETCS
Ha KOHCYJIbTallu Bpaya-TeHeTHKA.

1.  KoncyabTMpoBaHue mepex  IpOBeleHHEM  IOJHOT¢HOMHOIO
CeKBEHHUPOBAHMS Y TMPAKTH4YeCKH 3J0POBBLIX JeTell  (mpeaTecToBOe
KOHCYJIbTUPOBAaHUE)

1.1. OO0s3aTenbHBIM yCIOBUEM SIBISAETCS MPOBEIACHHE MPEITECTOBOM
KOHCYJIBTAllM CEMbU BpauOM-T€HETUKOM, Ha KOTOPOIA:

- IpeIoCTaBIsACTCS TOApoOHas HHGOpMaIHs 00 UCCIETOBAHUU U BO3MOKHBIX
PUCKAaX W OTpaHUYECHMSIX €ro MPOBEACHMS B JOCTYIHON MJii ceMbH (dopMme, IpH
HEOOXOMMOCTH C YYaCTHEM ICUXO0JIOTa (KIMHUYECKOTO MICUXO0JIOTa);

- moxnuceiBaeTcs MHopmupoBaHHOE HOOPOBOJIBHOE COIIacHMEe Ha
MOJIEKYJISIPHO-TEHETUYECKOE HCCIeIOBaHNE (MTOJTHOTEHOMHOE CEKBEHUPOBAHUE), B
HEM YKa3bIBAIOTCS paslelbl OTYETa, MO KOTOPHIM CEMbSl Jajla CONIACHE Ha
dbopMHUpOBaHUE U TMIPEAOCTABJICHHUE PE3YJIbTaTOB, a TaKXe HWHTEPHPETALMIO
MOJIYYEHHBIX PE3YyJIbTaTOB BPAYOM-T€HETUKOM MOCJIE MPOBEACHUS UCCIIEIOBAHUS.

1.2. Ecium Bo3pact pebenka or 0 mo 14 Jier, npoBOAUTCA OYHAs
KOHCYJIbTallMsl pebeHKa B TMPUCYTCTBUU €ro  pOJAUTENeH MM  3aKOHHBIX
npeacrasurene. lIpu HEBO3MOXKHOCTM IPOBENEHHS OYHOM KOHCYJIBTAallUH
JOMYCKAeTCsl MPOBEAEHUE AMCTAHIIMOHHOW C NPHUMEHEHUEM TeEJIEMEINLIUHCKUX
mwiarpopm. HupopmupoBaHHOe AOOPOBOJIBHOE COIVIACME HA  MOJEKYISIPHO-
TE€HETUYECKOE HCCIEeN0BaHNEe (IIOJHOTEHOMHOE CEKBEHHPOBAHHE) IMOANHUCHIBAETCA

POAUTCIIAMHA WU 3aKOHHBIMU ITPCACTABUTCIIIMHA pe6eHKa.



1.3. Ecimm Bo3pact pebenka ot 15 ngo 18 Jjer, mpoBoguTcs oOdvHas
KOHCYJIbTallMsl peOeHKa COBMECTHO C pOJIUTENSIMA WJIM €ro 3aKOHHBIMHU
npencTaBuTessiMU. [Ipy  HEBO3MOXXKHOCTUM TPOBEIEHUS OYHOM KOHCYJIBTallUU
JOMyCKaeTcsl MPOBEJACHUE AUCTAHIIMOHHOW C MPUMEHEHUEM TeJIeMEIUIUHCKUX
mwiarpopm. HuPOpMUpOBaHHOE HOOPOBOJIBHOE COIIACHE HA MOJEKYISIPHO-
TE€HETUYECKOE HCCIeN0BaHNEe (IIOJHOTEHOMHOE CEKBEHHPOBAHHUE) IMOAMHUCHIBAETCA
pebeHKoM [2] 1 ero poauTens MU UM 3aKOHHBIMU MPEACTaBUTEISIMU.

1.4. Tlpu HEBO3MOXXHOCTH MPHUCYTCTBUSI HAa KOHCYJIbTAllUM DPEOCHKA H
KEJIAHUM POJAUTENCH BO3MOXKHA KOHCYNIbTallUs CeMbH 0e3 peOeHKa, B paMmKax
KOTOPOM  PEKOMEHIOBAHO  MPEAOCTaBUTh  Bpauyy-T€HETHKY  HMEIOLIYIOCS
MEIMILUHCKYIO JOKYMEHTAIUIO C LEIbl0 00eCreueHuss BO3MOXKHOCTU HU3yYEHUs
KJIMHAYECKUX M (EHOTHUNHYECKUX OCOOCHHOCTEW peOeHKa, KOTOpble MOTYT
yKa3bIBaTh Ha HaYajI0 MaHU(ECTAI[MH HACIEICTBEHHOTO 3a00/IeBaHusI.

2.  PemoprupoBaHMe TreHeTHYECKMX BAaPHMAHTOB 10 pe3yabTaTaM
MOJTHOT€HOMHOT'0 MCCJIeOBAHMS MPAKTUYECKHU 310POBBIX JIeTel

2.1. Hutepnperauus  pe3ylbTaToB  IOJHOITC€HOMHOIO  HCCIIEIOBAHUS
IPOBOAUTCS B COOTBETCTBUUM C PEKOMEHAAIMSIMU AMEPUKAHCKON KOJUIETUU
meauimHcknx reHeTukoB (American College of Medical Genetics, ACMQG) [3] u
PYKOBOZCTBOM I10 MHTEPNpPETALUU JaHHbIX nocienosarensHoctyu JJHK genoseka,
MOJIY4E€HHBIX METOJJaMH MacCOBOTO TapasuiesibHOro cekBeHupoBanus (MPS) [4].

2.2. Bplmaya pe3yabTaroB IOJHOTEHOMHOIO HCCIEAOBAHMS BO3MOXKHA
TOJILKO POJUTENSIM WUJIM 3aKOHHBIM MpencTaButensiM pedenka ot 0 go 18 ner, Ha
KOHCYJIbTAllM Bpaya-reHeTuka. Pebenky B Bo3pacte oT 15 mo 18 et Bo3MOkHA
BblJaya PE3yJbTaTOB IOJHOTEHOMHOIO HCCIIEOBAaHUS HAa OYHOM KOHCYJIBTAalUU
Bpaua-reHeTHKa, COBMECTHO C POAUTENISIMU HIIA €r0 3aKOHHBIMU MPEICTABUTEISIMH,
IPU HEOOXOAUMOCTH C YYACTUEM IICUXO0JIOTa (KIMHUYECKOIO TICUXO0JIOTA).

2.3. B cayuae oTkKa3a ceMbH OT KOHCYJbTallMM Bpaya-IreHETHUKa, POJUTEIH
WM 3aKOHHbBIE TPEJICTABUTENM peOeHKa MOJIMUCHIBAIOT OTKa3 OT KOHCYJbTAIlUU 110

pe3yapTaram NOJIHOTEHOMHOIO CEKBEHUPOBaHUS [5].



2.4. PexoMeHIyeTCsl BBIJCIUTh B OTYETE 2 YAaCTU: N'€HETUYECKHE PHCKH,
UMEIOIINE KIMHUYECKOE 3HaueHHe (KIUHUYECKU 3HAYUMble 2eHemuiecKue
8apuUanmMyol,  ACCOYUUPOBAHHBIE C  HACIEOCMBEHHLIMU U  OHKOJIOSUYECKUMU
3abonesanusmu  [1];  ecememuueckue  eapuammel,  ACCOYUUPOBAHHbIE  C
UHOUBUOYANbHOU peakyuell Ha nekapcmeennvle npenapamol) (Ilpnioxkenus 1,2) u
WHIVBUIyaJIbHBIE TEHETHYECKHE OCOOCHHOCTH (TPEapacloiOKEHHOCTh K
NOJIMTEHHBIM (MYIbTU(QAKTOPHBIM) OOJIE3HSIM, CIOPT, KpacoTa, HYTPUIE€HETHKA,
pasBieKaTeabHas W TOMYJISAIIMOHHAS TEeHETHKa) C 00sS3aTelbHOM TOMETKOM:
«/lannvle cenemuueckue pucku u (uiu) 0coOEeHHOCMuU Helb3sl PACCMAMPUBaAmy KaK
HacnedcmeeHHble 3abonesanus. | enemuueckue eapuawmsl, acCOYUUPOBAHHbBIE C
NONUSEHHBIMU  (MYTbMUDAKMOPHLIMU) OONe3HAMU U (UIU) COCMOAHUAMU, KaK
npasulo, A8IAI0mcs 00OPOKAYECMBEHHbIMU UIU 8EPOAMHO 00OPOKAYECMBEeHHbIMU
(knaccuguxayus ACMG) nonumopguzmamu (6apuanmamu eena). B bonvuiuncmee
cryyaes pucku, 00YCIOGIeHHble MAKUMU NOAUMOPPDUIMAMU, HE3HAYUMENTLHO
npesulLaom oouenonyisAYUOHHbIEY .

CocraB oTuera mo pe3ysibraTraM MOJTHOTEHOMHOTO MCCIICIOBAHMS 3aBUCUT OT
BO3PACTHOM TPYTIIbIL:

2.4.1. nna perei or 0 1o 14 Jjer pekOMEHIYETCS BBIIABATh TOJIBKO YacTh
0TYeTa, BKITIOYAOIIYI0 TeHETUYECKUE PUCKH, UMEIOIIHNE KITMHUYECKOE 3HaYeHHE [6];

2.4.2. nasa pgereir or 15 mo 18 Jer BO3MOKHA BEIJJauya OTYETA B IIOJIHOM
o0beMe, BKIIFOYAIOMIETO YaCcTH: T€HETUYCCKHE PHUCKH, WMEIONINE KIMHHUYECKOE
3HAQYEHWE W UHIUBUIYyaJIbHbIE TIE€HETHYECKHe OCOOEHHOCTH (B  clydae
BO3HUKHOBEHUSI CUTYallUH, OMMMCAHHOU B M. 2.3, pEKOMEHyeTCs BbIJIaBATh TOJIBKO
YacTh OTYETa, BKJIIOYAIONIYI0 TEHETUYECKHE PHCKH, WMEIOIIHNE KIMHUYECKOEe
3HaYeHue — 1 yacTh oT4eTa).

2.5. He PEKOMEHYETCA BbIJIa4a T€HETHYECKUX BAPHUAHTOB,
ACCOIIMUPOBAHHBIX C HACJICICTBCHHBIMU 3200I€BAHUSIMHU:

2.5.1. xotopble MOTYT MaHU(ECTUPOBATh TOJIHKO BO B3POCIOM BO3pacTe 3a
UCKJIIOYEHUEM T€HOB W3 cnucka [1], ykazanHoro B Ilpuioxennu 1 ¢ yyetom

PEryIsIpHBIX OOHOBJICHHUIA;



2.5.2. KOTOpBIE HE UMEIOT JIeUEHUs, NPO(PUIAKTUKH, METOIOB KOPPEKLIMU HA
MOMEHT BblJa4M oT4yeTa (reHbl, He ykazaHHble B [Ipuiioxenun 1 u He BXoasue B
IIpuaoxenue 2, HampuMep, TEHbI, BAPUAHTBHl KOTOPHIX ACCOIMHPOBAHBI C
pasBuTHeM 0ose3Hu AnblLreiimepa, Xopeu [ eHTUHITOHA U Ap.).

2.6. B cmydae >KemaHuA PpOAMTENEH WM OTATOLIEHHOIO CEMEHHOTrOo
aHaMHE3a pe3yJbTaTbl IOJTHOT€HOMHOTO HCCIEAOBaHUsI pPeOCHKAa MOTYT OBITh
IPEJOCTABIICHbI B [TOJIHOM 00bEME Ha KOHCYJbTAllMM Bpaya — FeHeTUKa (U1 AeTen
B Bo3pacte oT 0 mo 14 mer pe3ynabraT MOXET ObITh JIOTOJHEH pasaenoM 00
UHIMBUIYaJIbHBIX TEHETUUECKUX 0COOEHHOCTSIX, AJIs IETEM BCEX BO3PACTHBIX I'PYII
— wuHpopManmein 00 yKa3aHHBIX B 1. 2.5 TE€HETUYECKUX BapHUaHTax), IO
NUCbMEHHOMY  3asIBICHHIO  pPOAWTENEW WJIM  3aKOHHBIX  IPEICTaBUTENEH
(ITpunoxenne 3) u npu noanucanud umMu MHGOPMUPOBAHHOTO TOOPOBOJIBLHOTO
comlacHs Ha MOJIEKYJISIPHO-T€HETHYECKOE HCCIIEOBaHHE (HAa OCHOBaHUM IpaBa
JIeeCOCOOHOTO TpakJIaHWHA Ha TMOJy4YeHHE MOJHOro o0bema HH(OpPMaLUU O
COCTOSIHUM CBOETO 3/10pPOBbS M 370POBbsl HENEECIOCOOHOIO JIMLA, 3aKOHHBIM
MpEACTABUTENIEM KOTOPOTO OH sBsieTcs [2, 7], Ilpuioxenne 4).

2.7. CnMcok MOHOT€HHbIX  3a0o0JIeBaHMM, BKJIIOYas  T'€HETUYECKU
0oOyCTIOBIIEHHBIE PUCKH PA3BUTHUA OHKOJIOTMYECKHMX 3a00J€BaHMiA, KOTOpHIC
PEKOMEHIYETCS] BBIHOCUTH B OTYET JIJISl IPAKTUYECKU 3I0POBBIX JECTEH C yUeTOM UX
BO3MOXKHOW MaHH(ecTallud B YKa3aHHOM BO3pacTe, a TaKXKe JEKapCTBEHHBIX
IpenaparoB, i1 KOTOPBIX U3BECTHA TeHETUUECKH 00y CIOBICHHASI MHAUBHIyaJIbHAS
peakuus, npeacrasieH B [Ipuinoaxennn 2. Crincok pekoMeHayeTcsi OOHOBIATH | pa3
B JIBa roja.

2.8.  Jlns neredi ot 15 et xo 18 et B 0TYET 1O pe3ybTaTaM reHETUYECKOTO
UCCIIEJIOBAHNS MOTYT PENOPTHPOBATHCA KIMHUYECKH 3HAYUMbIE T€HETHUYECKHE
BAapUAHThl, CBA3aHHbIE C  ayTOCOMHO-PELECCHUBHBIMM  3a00JE€BaHUSMH B
reTepO3UTOTHOM COCTOSIHUH (HOCHUTENBCTBO ayTOCOMHO-PELIECCUBHBIX
3a0051eBaHuUi), @ TAK)KE BCE KIIMHUYECKH 3HAUMMbIE BapUAHThI, ACCOLIMMPOBAHHBIE C
ayTOCOMHO-JIOMHUHAHTHBIMU U X-CHEIUIEHHBIMH 3a00JIeBaHUSMHU, HE BXOZSIINE B

cniucok u3 Ilpuioxenus 2.



2.9. Ilpu BBISBIEHHMH TE€HETHUYECKOIO BAapUaHTA, ACCOLUUPOBAHHOIO C
pa3BUTHEM ayTOCOMHO-PELIECCUBHOTO 3a00JIEBAHMUSL, 8 2eMePO3USOMHOM COCMOSHUU
BO3MOXKHO €r0 penopTUpOBaHUE Ipu AoOaBieHUM (pasbl: «Bapuanm eviasnen 6
2emepo3u20mHOM COCMOSIHUU U He MOJICEem 6bl3bl8AMb YKA3AHHbIL (QeHomun
(npugooums K paszsumuio  aymoCOMHO-PEYeccusHo20  3aO0neeanus) npu
OmMCcymcmeuu KIUHU4eCKU 3HAYUMbIX 8APUAHINOE 60 GMOPOU KONUU 2EHA.

2.10. Ilpu ¢opmupoBaHuM OTYETAa IO pE3YJIbTaTaM IOJIHOTEHOMHOIO
UCCJIEI0BaHUs MPAKTHYECKU 3I0POBBIX JETEH yKa3blBaTh OrPAHUYEHUS METONA
(narmpumep: «IIpoBeneHHOE UCCIENOBAaHWE HE MPEIHA3HAYEHO U HPSIMOIrO
BBICOKOUYBCTBHUTEJILHOTO BBISBIIEHUS! HEKOTOPBIX TUIIOB FEHETUYECKUX BapUAHTOB:
CTPYKTYpHbIE WU3MEHEHHUSI XpOMOCOM (uHBEpCHH, TPaHCJIOKALIIH,
MHUKPOXPOMOCOMHBIE€ HAapyLIEHHUs, IPOTSKEHHbIE ACJICIUN WIN UHCEPLUU I€HOB),
NOJIMIIJION TN, AHEYIUIOUUS; IPOTSHKEHHBIE YYACTKU TPUILIETHBIX M (WJIN) APYTHX
NOBTOPOB; BapHUaHThl B I'€HaX, UMEIOIIMX IICEBIOI€HbI; BAPUAHTHI B COCTOSHUU
MO3auL13Ma; JIUTCHETUUECKUE U3MEHEHUS) ).

2.11. Ilpu QopmupoBaHMM OTYETa MO pe3yabTaTaM MOJHOTEHOMHOTO
UCCJIEJIOBAHNS IIPAKTUYECKH 37I0POBBIX JETEH yKa3blBaTh UMEIOIIYIOCS HA MOMEHT
UCCIIEZIOBaHNS HMH(POpPMAIMIO O HHU3KOM TMEHETPAHTHOCTH TIPH BBISBICHUU
COOTBETCTBYIOILLETO FEHETHYECKOIO BapUaHTa.

2.12. Tlo pe3ynpraraM IIOJIHOTEHOMHOI'O MCCJIEOBAaHUS U  IOCIHE
KOHCYJIBTAllMW Bpaya-reHeTHKa NPY HAJMYHUH ITOKa3aHUH peOEHKY U €ro poIuTEIsIM

MOJKET OBIThH NpeaAJIOKCHAa KOHCYIbTalusA IICUXO0JI0Tra (KJII/IHI/I‘{CCKOFO chxonora).
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Ipuioxkenue

CnMcoK reHoB /ISl PeNOPTUPOBAHUS B OTYET MO pPe3yJabTaTaM MOJHOT€HOMHOT0

HCCJIeI0BAHMS MPAKTUYECKH 310POBbIX aeTeii oT 0 10 18 jieT comiacHo pekoMeHIAUAM

ACMG
ACTA2, ACTCI, ACVRLI, APC, APOB, ATP7B, BMPRI1A, BRCAI, BRCA?2,

BTD, CACNAIS, CASQ2, COL3A41, DSC2, DSG2, DSP, ENG, FBNI, FLNC, GAA,
GLA, HFE, HNFI14, KCNH2, KCNQI, LDLR, LMNA, MAX, MEN1, MLH1, MSH?2,
MSH6, MUTYH (6buannenwsusie), MYBPC3, MYHI1l, MYH7, MYL2, MYL3, NFI,
NF2, OTC, PALB2, PCSKY, PKP2, PMS2, PRKAGZ2, PTEN, RBI, RET, RPE6),
RYRI, RYR2, SCN5A, SDHAF2, SDHB, SDHC, SDHD, SMAD3, SMAD4, STK11,
TGFBRI, TGFBR2, TMEM127, TMEM43, TNNI3, TNNT2, TP53, TPMI, TRDN,

I1SC1, TSC2, TIN, VHL, WTlI

Ipunoxenue

1.

2.

CnucoOK MOHOTEHHBIX 3200/1eBaHU, BKJIIOYAsl TeHETHYECKU 00yCJIOBJIEHHbIE PUCKH

Pa3BUTHS OHKOJOTHYeCKUX 3200/1eBaHNii, KOTOPbIe peKOMEeHyeTcsl BKJIIOYUTH B

OTYeT /Il IPAKTHYECKH 310POBLIX Aereii o1 0 10 14 u ot 15 10 18 Jaer’

IlepBuunbie uMmmyHoaepuuutsl (ITHA/1)

3a0oeBanue

Tennl

TspxenbIii KOMOMHUPOBAHHBIN

ADA, AK2, CD247, CD3D, CD3E, COROI1A4,
DCLREIC, IL2RG, IL7R, JAK3, LIG4,
NHEJI, PRKDC, PTPRC, RAG1, RAG2,

X-ClLIeTUIeHHAs! araMMario0yInHEeMuUs

HMMY HOZC PHUIIAT TNFRSF4, ZAP70, PNP
A ATM
TaKCHSI-TEICaHTMODKTA3HUS
Cunapom Heiimeren (cuHaIpoM XpoMOCOMHOU | NBN
HecrabmibHOCTH Helimeren)
X RMRP
PSILIEBO-BOJIOCSIHAS THITOTLIA3HSI
BTK

CewmeiiHbIil reModarouTapHbIit
JTUMQOTHCTHOLIUTO3

PRF1, UNCI3D, STX11, STXBP?2

AyTOCOMHO-TOMHUHAHTHBIN runep IgE
CHUHIPOM

STAT3

1 CHHCOK MOXKET MOMOJIHITHCS IIpY ITOABJICHUHN HOBBIX HAYYHBIX U KIIMHUYCCKUX JaHHBIX.
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Cunapom Buckorra-Onapuka

WAS

CD40LG, AICDA, CD40

I'unep IgM cunapom

Cunapom Yeaunaka-Xuracu LYST

Cungpom I'epmancku-Ilynnaka tun 2 AP3BI
RAB27A4

Cungpom I'pucnennu tun 2

X-crereHHas aumonpoaudepaTuBHAS
0011e3Hb

SH2DIA, XIAP

ELANE-cBs3aHHast HEUTPOIIEHUS

ELANE

HacnencrBennbie 6os1e3un ooMena (HBO)

3a0oeBanue

Tennl

DEeHUIKETOHY pUs

PAH

Bosne3np kiaeHoBOrO cupona

BCKDHA, BCKDHB, DBT, DLD

A ASL
PTHHUHOCYKITUTHOBAS AIlUICMHUSI

ASS1
Hurpymmaemus tan [
Jledunut murpruHa SLC25413
Hedunut aprunas ARGI
Henocrarou”octs CPS1
kapbamomndocdarcunrassi [

NAGS
Henocrarounocte N-aneTuiarinyraMar CHHTA3
Henocrarounocts orc
OPHUTHUHTPACHKapOOMMIIA3bI
T FAH

upo3uHeMus tur [

Tuposunemus tun 11 AT

HPD

Tuposzunemus tun 111

Jedumut TerparuapodronTepruHa

PTS, ODPR, GCHI, PCBDI

TomonmcTunypus

CBS, MTHFR, MTR, MTRR

I'unepmeTnoHMHEMUSA

MMADHC, MATI1A, GNMT, AHCY

CHHIpPOM T'HIIEPOPHUTHHEMUM,
TUIEPUUTPYUIMHEMHUH, TOMOLUUTPYJUIMHYPUH

ADK, SLC25A415

Atpodust cocyaucToit 000JI09KH Ti1a3a u
CeTyaTku ¢/0e3 OpHUTHHEMHUECH

OAT

12



HekeToTuueckas TUICPIIIMIIUHCMU A

GLDC, AMT, GCSH

I'nctununeMust

HAL

I'unepBanuuemust

BCATI, BCAT2

I'myrapoBas auunemus tumn I1

ETFA, ETFB, ETFDH

I . . SLC22A45
€PBUYHBIA CUCTEMHBIN AeQUITUT KapHUTHUHA
HenocrarouHOCTh JIMHHOIIEIIOYETHOM 3-

A . HADHA
ruapokcuanuni-KoA-neruaporenasbl > kUPHbIX
KHCJIOT
HenocrarouHoCTh cpeHenienoyeqHomn ACADM

AnmnikosH3uM A-JleruaporeHasbl

HenocTaro4HOCTh MHUTOXOHPUAIEHOTO
TPUQYHKIIMOHAIBHOTO OeJIKa

HADHA, HADHB

Henocrarounocts ouens Jmuanonenoueuno | ACADVL

anuiIKo3H3uM A-JleruporeHasbl

HenocrarouyHoCTh KapHUTHH CPT2

najpMuTomsITpancdepassi 11

HenocrarouyHoCTh KapHUTHH CPTIA

najbMuTomsITpancdepassl 1A

HenocrarounocTts kopoTKoLienoueyHoi auun- | ACADS

Koa- neruaporenasbl

Hedumut manonun-Koa-aexkapbokcusaspl MLYCD

9 ETHEI
TUIIMAJIOHOBAsI SHIIehaIomaThs

HenocrarouHOCTh KapHUTHUH-aLMIIKAPHUTHH SLC25420

TPAHCJIOKa3bl

Henocrarounocts 3-runpokcuanui-Koa- HADH

JIETUPOTE€HA3bI

Henocrarounocts nzo0ytupui-Koa- ACADS

JETHIPOTECHA3BI

Henocrarounocts cpegnenenoyeqHon 3-
KeToarmi-Koa Tuomasel

ACAAIL, ACAA2

Henocrarounocts 2,4-nuenonii-KoA- NADK?2
peayKTa3bl
I PCCA, PCCB
POTIMOHOBASI AIMICMHSI
VD

N3oBanepuanoBas anuaeMust

Henocrarounocts 3-metunkporonui-Koa
Kapbokcunassl

MCCCI, MCCC2

GCDH
I'mytapoBas aumaemus tu [

ACATI
Henocrarounocts 6eTa-KETOTHOIA3EI

BTD, HLCS

MHOXeCTBEHHBIN TePUITUT KapOOKCHIIA3hI

MeTtunmanoHoBas aluacMus

MUT, MMAA, MMAB, MCEE, MMADHC
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KoMmOuHMpOBaHHAS METHIIMATIOHOBAS
aluJIeMHsl U TOMOLIMCTUHYPUS

MMACHC, LMBRD1, MMADHC, ABCD4

KoMOuHHpOBaHHAsS MAJIOHOBAs ACSF3
METHJIMAJIOHOBAS AITUTYPHS
Henocrarounocts 2-MetunOytupui KoA ACADSB

JIETHIPOTECHA3BI

3-MeTHINTyTAaKOHOBAsI ALy pust

AUH, DNAJC19, OPA3, TAZ, SERACI,
TMEM70, ATPSE, ATPAF2, SUCLA2

Henocrarounocts 2-meTun-3- HSD17B10
rupokcuOyTupui KoA nmeruaporenass
Henocrarounocts 3-runpokcu-3- HMGCL
MeTmintytapuil KoA
bonesnp ®abpu GLA
B G6PC
0JIe3Hb HAKOIICHUSI TJIMKOTeHa Tull la
SLC37A44
bonesns Hakoruienus rukorena tun Ib
bosne3np HakomieHus mukoreHa tui 1 GAA
(bonesns [Tomme)
Myxkononucaxapuaos tvm [ IDUA
Myxkononucaxapuio3 tam 1 DS
Myxononucaxapunos tvmn [V GLBI, GALNS
Myxkononucaxapunos tan VI ARSB
GALC

Bbonesnr Kpaboe

bone3znr Humanna-I1uka

SMPD1, NPCI, NPC2

bone3ns Buibscona-Konosanosa

ATP7B

bone3ur Menkeca

ATP74

CemMeliHasi TUIIEPXOJIECTEPOIEMUS

LDLR, APOB, PCSKY, LDLRAPI

luneprpurnmuuepuaemus

LPL, APOC2, APOAS5, GPIHBPI, LMF'1

ABCGS, ABCGS

Curocteponemus
Henocrarounocts mimroko3a-6-pocdar G6PD
JETUPOTCHA3BI

ALDOB

Bpoxxnennast HerepeHOCUMOCTh (PYKTO3bI

T'amakTrozemus

GALT, GALE, GALK1

Cunapomsl aedunmra KpeaTHHHHA

GATM, GAMT, SLC6A48
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Apyrue 0one3nm

3a0oeBanue

T'ensnl

HecunapomanbHasi TYroyXocTb U IIIyXOTa

GJB2, GJB3, SLC2644, OTOG, MT-RNRI

[IMrMeHTHBINA PETUHUT
Jluctpodus ceTyaTku

EYS, USH24, RPE65, CRBI, FAM161A4,
PROMI, CERKL

MyKOBHCIIHI03

CFTR

Onkonornyeckne 3a00/1eBaHNs U HACJIEICTBEHHbIE OIyX0JIeBble CHHAPOMbI, KOTOpPbIe
MOTYT NPOSABJIATHLCS B I€TCKOM BO3pacTe

3abos1eBanme I'ennbl
MHo>kecTBeHHas SHIOKPUHHAS HEOTIa3Us

HOKP > | MENI
trn 1
MHoKecTBEHHAs Y)HIOKPUHHAS HEOTLIIa3Hsl,

RET

tin 2A u 2B
MHoKecTBEHHAs Y)HIOKPUHHAS HEOTLIIA3Hsl,

HOKP CDKNI1B
Tl 4
Artakcus-TeneaHruodKTasusi, cCuHApom Jlyu- ATM
bap (bnannenpHbIe BApUAHTHI)
Cunnpom Heiimeren (Huilimeren) NBN
(buannenpHbIC BAPUAHTHI)
Cunapom biyma (OuanenbHbIC BAPUAHTHI) BLM
Cungpom Jlu-Opaymenu TP53

Anemus ®ankoHu (OuasieIbHbIC BAPUAHTHI)

FANCA, FANCB, FANCC, BRCA2, FANCD?2,

FANCE, FANCF, FANCG, FANCI, BRIPI,
FANCL, FANCM, PALB2, RAD51C, SLX4,
XPE, BRCAI, UBE2T, XRCC2, REV7,
RFWD3

AyTOMMMYHHBIN JTuM@orpondepaTnBHBIN
cunapom, tun TA

FAS

AyTOMMMYHHBIN JTuM@ornpondepaTnBHBIN
cuHpom, tun IB

FASLG

MuenoaucaacTU4eCKUil CHHIPOM

SAMDY, SAMD9IL

OcTpblii MUETOUIHBIN JIEUKO3

GATA2, CEBPA, RUNXI

PernnoGmacToma

RBI

Cunapom Jlunua

MLHI, MSH2, MSH6, EPCAM, PMS?2

Cunapom aedurura penapanun
HECIapEHHBIX OCHOBAaHMI (OMAIeIbHBIC
BapUAHTHI)

MLHI, MSH2, MSH6, PMS?2

MutYH-accoumupOBaHHBIN MOJIAMO3 MUTYH
AIeHOMaTO3HBIN MMOJUIO3HBIN CUHIPOM APC
(kmaccuueckas popma, ociabennas popma)
MSH3-accormupoBaHHbINA ITOJIUIIO3

HHHp MSH3
(buannenpHbIC BAPUAHTHI)
NTHL I-acconiMUpOBaHHbINA ITOJIUIIO3

LMD NTHLI

(buannenpHbIC BAPUAHTHI)
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CI/IHI[pOM OJIMTOACHTHUU U KOJIOPCKTAJIIbHOT'O
paka

AXIN2

IOBeHUIBHBIN ITOIUITOS

BMPRIA, SMAD4

Cungpom Koynena

PTEN, KLLN, PIK3CA, AKTI, SEC23B

Cungpowm Ileiitua-Erepca

STK11

Cunapom 3y04aToro Mmommno3a

RNF43

HacnencrBennas
(heoxpoMonuTOMa/IaparaHriarnomMa

SDHA, SDHAF2, SDHB, SDHC, SDHD

FH-nedumutHbIM HacIeACTBEHHBII

OIYXOJIEBBI CUHIPOM Fi

Cungpom Xunnensa-JInanay VHL, ELOC
Heiipopubpomaros NF1

IITBaHHOMATO3EI NF2, SMARCBI1, LZRTI
TyGepo3sHnslii ckiiepo3 7SC1, TSC2

Cnucok JICKAPCTBCHHBIX NMpemapaToB, 1Jd KOTOPbIX U3BECTHA TCHETUYCCKHU

00yCJI0BJIEHHASI MHAMBUYAJbHAS peaKus’

1. AbaxkaBup

2. A3zatuonpuH

3. AlonypuHOI
4. AMUTPUNITHINH
S. Apununpasosn
6. AlleTHUIICATUIINIIOBAsT KUCTIOTA
7. AtazaHaBup

8. ATOMOKCETUH

0. ATopBacTaTuH
10.  Bapdapun

11.  Bennadakcun
12. Bopuxkonazon
13.  Tanorau

14. T'erTamunina

15.  Jlexcmancomnpa3zon
16.  Hecdnypan

17. Jnazenam

18. HomyTterpaBup
19.  Ho6ynpoden

20. HN3onnasun

21.  Wsodmypan

22.  HWmunpamuH

23.  Hpunorekan

1 CHHCOK MOXKET MOMOJIHITHCS IIpY ITOABJICHUHN HOBBIX HAYYHBIX U KIIMHUYCCKUX JaHHBIX.
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24.
25.
26.
27.
28.
29.
30.
31.
32.
33.
34.
35.
36.
37.
38.
39.
40.
41.
42.
43.
44.
45.
46.
47.
48.
49.
50.
51.
52.
53.
54.
55.
56.
57.
58.
59.
60.
61.
62.
63.
64.

Kanenuradbun
KapOamazenun
Kapsenunon
Kio6azam
Knozanun
Knomunpamuu
Knonuporpen
Konenn
Jlancomnpazon
JlopHOKCHKam
Menokcrukam
Mepxkanronypux
Merornpoinon
MeroTpekcar
HeBupanun
Owmenpazon
OHpaHceTpoH
[TanTompaszon
[Tapokcerun
IInpoxcukam
IIpaBacrarun
[IrunTepdepon anpha-2a
PaGemnpazon
Pucnepunon
PozyBacrarun
CeBodurypan
Ceprpanun
CumBacTaTuH
TeHokcukam
Tuoryanun
Tpamagon
DeHnTONH
®dnyBacTaTuH
DnyKJIOKCAUWIIIUH
dTopypanui
Henarunrepdepon anbda-2b
IMucmuiarun
[uranonpam
D30Menpason
DpnoTuHuO
Ddasupens
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Ipuio:xkenne 3.
06[)3361[ 3asiBJICHUSA HA NMPEI0CTABJICHHUE TaAHHBIX
MOJICKYJSIPHO-T€HETHYE€CKOI'0 UCCJIeI0BAHUA (HOJIHOFCHOMHOFO
CeKBeHﬂpOBaHl/lfl) B MOJIHOM 00beMe

PykoBoauTe 0 METUITMHCKON (HAYTHO-MCCIICIOBATEIBCKOW ) OpraHu3aIie

(Haumenoganue MeOUYUHCKO20 YupedcOeHus)

(H.0. Pamunus)
3ASIBJIEHHUE
Ha OpCAO0CTABJICHUC NaHHBIX MOJICKYJIAPHO-TCHECTUYCCKOI'O UCCIICJOBAHU A (HOHHOFCHOMHOFO
CCKBCHI/IPOBEIHI/HI) B IIOJIHOM 00BbEME

H, L]
(DHUO noanocmuio)

OCHOBHOM JAOKYMCHT, y,Z[OCTOBCpHIOH_IHI‘;I JINYHOCTH:

cepus , HOMED , JaTa BBIJAYH: «__ » T.,
BBIIIAH

aJipec perucTpanuu:

HOMep TejiedoHa: ,
email: )
SIBIISSICH TIPEJICTABUTENIEM JINIA, HEe JOCTUTIIETO COBEPIICHHOJICTHs (HE JOCTHUTIICTO0 Bo3pacTta 18 merT)

b

(DHO nonnocmuio)

JaTa POXKACHUA: « » r. (MMeHyeMoro panee 1o TEKCTY
«IIpencraBisieMpblii»), UMEIONIETO OCHOBHON JOKYMEHT, YIOCTOBEPSIOIIHNA TUIHOCTE:
cepus , HOMep ,

HACTOSIIMM 3asiBIICHUEM IMPOIIY MPEAOCTABUTH MHE B IIOJHOM OOBEME JaHHBIC MOJICKYJISIPHO-
FEHETHYECKOro MccienoBanus buomarepuana IlpencrapiseMoro, copMHpOBaHHBIE MO pPe3yJIbTaTaM
CEKBEHMPOBAHUS IIOJHOIO TEHOMA M COJEPKAIME UHPOPMALIUIO 110 CIEAYIOIIMM Pa3ieaam::

1. T'eHeTHYecKHMe PUCKHU, UMEKIIHE KIMHUYECKOEe 3HAYEHHE:
. 3nopoBbe: JlaHHBINH pa3gen COACPKUT MH(DOPMALIMIO O HOCHUTEIBCTBE KIMHUYECKH 3HAYHMMBIX
TEHETUICCKUX BAPUAHTOB, ACCOIIMUPOBAHHBIX C HACIICICTBEHHBIMHI (MOHOTEHHBIMH) 3200JICBAHUSIMH.

. ®apmakoreHeTuka: JlaHHbI pasaen npeaocTasisieT HHGOPMAIMIO O TeHETUYECKUX BapUaHTaXx,
aCCOLMMPOBAHHBIX C HHANBUAYAJIbHON peakiueil Ha JIeKapCTBEHHbIE IIperapaThl.

2. WuauBuayaJbHbIE FeHeTHYECKUE 0COOEHHOCTH:
. IIpenpacnonokeHHOCTh K NMOJUTeHHBIM (MYJIbTH(AKTOPHBIM) OoJie3HsAM. /[aHHBIN pa3men
COAEPKUT HH(POPMALIMIO O TEHETHYECKHX BapHaHTAaX, KOTOPbIE MOTYT OBITH AaCCOLMUPOBAHBI C
MOBBIIICHHBIM PUCKOM Pa3BUTHS MOJUTEHHBIX (MyJIbTH(QAKTOPHBIX) OOJIE3HEH.
. Cnopt u kpacota. [IaHHbIA pa3aen coaepKUT HHPOPMAIHIO 00 HHANBUIYAIbHBIX TeHETHIECKIX
0COOEHHOCTAX BBIHOCIMBOCTH OPraHU3Ma, MBILIEYHOM CUJIBbI, PUCKE TPABM, KOTOPAs [I03BOJISIET 110100paTh
HanOosnee 3()(PEKTUBHBI PEXUM TPEHHPOBOK. Takke B 3TOM pasfelie aHATH3UPYIOTCS T€HETUYECKUE
OCOOCHHOCTH pEaKkUMH KOXKH Ha OKpyXaromue (akTopel mIs MoAOOpa HHAMBUAYAJIBHBIX Mep
NPOQHUIAKTHKH MPEKICBPEMEHHOTO CTAPCHUS KOXKH.
. Hyrpurenernka. JlanHbplii pasmen mnpemocTaBisgeT HHPOpMAUUI0 00 WHAWBUAYaTbHBIX
TFeHETUUECKUX OCOOCHHOCTAX IPUMEHEHUS! HEKOTOPBIX AMET, Pa3BUTUS Ae(UIMTa BUTAMUHOB U APYTUX
HYTPUEHTOB, HEIIEPEHOCUMOCTH HEKOTOPBIX IMUIIEBbIX IPOJYKTOB.
. Pa3BiiexaTesibHasi reHeTHka. B 1aHHOM pasjene NpencTaBlICHbl I€HETUUECKUE BapHUaHTBHI,
KOTOpbIE onpenesitor ocodeHHoctu IIpencrapiseMoro, Takue, Kak 4epThl XapakTepa, JOJITOKUTEIBCTBO,
CYTOYHasl aKTUBHOCTb, BKYCOBBIE IIPEIIIOYTEHHSL.

3 HasaHue pa3ieloB MOXET pPasindaTbcs B 3aBUCHMOCTH OT ()opMara OTYETA IO PE3yNbTaTaM MOJEKYISIPHO-
TEeHETHYECKOTO MCCIICOBAHIS, IPEAOCTABIIIEMOTO PAa3IHIHBIMHU JT1a00paTOpusaIMH (METUITMHCKAMHU OpPTraHU3aIHsIMH).
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. IHonynsauuonHas reseruka. Pasznen npegocTasisier MHOOPMALUIO O TEHETUYECKUX BapUaHTaX,
OIIpENIeJIAIOIINX IeHoreorpaduueckoe npoucxoxaeHue IIpencTapisieMoro - HOCUTEIbCTBO TAILUIOTPYIIIL
AHaNM3UPyeTCss HOCUTEIBCTBO TaIIorpymnil Y -XpOMOCOMBI (TIPOUCXOKACHUE MO «OTLIOBCKOWY JIMHUH) U
mutoxoHapuansHoi JJHK (mpoucxoxaeHne mo «MaTepuHCKON» JTMHHUK). Y KEHIIHWH, BBUAY OTCYTCTBUS
Y -XpOMOCOMBI, IPeA0CTABIACTC HHPOPMALIUS TOJIBKO 1o MUTOXOHApuansHoi JJHK.

51 ocBemomiteH(a) O TOM, YTO JaHHBIE, C(HOPMHUPOBAHHEIE IO PE3YJIbTaTaM CEKBEHMPOBAHHUS IIOJHOTO
TeHOMa, B IOJHOM 00BeMe OyayT HalpaBieHbI MHE B BHE 3alWIIEHHOIO IapOojeM apXHWBa OTYETa B
tdopmare pdf mo aapecy dMeKTPOHHOM MOYTHI, YKA3aHHOM B HACTOSIIEM 3asBICHUH, C OJHOBPEMEHHBIM
HAMpaBJICHUEM MapoJis A OTKPBITHS apxuBa, HampaBieHHOro CMC-cooOieHueM Ha TeleOHHBIN
HOMEp, yKa3aHHbIii B 3asBICHUU, B TEYCHHH __ pabOuyMx [HEW C MOMEHTAa MOJMHUCAHUS MHOMN
UHPOPMUPOBAHHOTO JOOPOBOJILHOTO COTTIACHS HA MOJICKYJISIPHO-TEHETHYECKOE HCCIIEAOBaHKE (B MTOTHOM
o0BeMme).

Tloonuce DUO 3aseumens

« » 20
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Ipuioxkenue 4.

Oopa3upst UndopMupoBaHHOro 100pOBOJBLHOIO COLJIACHUS
Ha MOJIEKYJISIPHO-T€eHeTHYeCKoe HCCileJ0BaHue
(B mos1HOM 00BEME)

NudopmupoBanHoe 100poBOJIbHOE cOrIacue

HAa MOJICKYJAPHO-T€HETUIECCKOEC UCCIICIOBAHUE
(na1s nereii B Bo3pacte 10 15 jieT, B 10J1HOM 00beMe)

H’

(®HUO noanocmoio)

(nmenyeMbIit nanee o TEKCTY «3aKa3yuK»), AMETOTIIAN
OCHOBHOM JJOKYMEHT, YJOCTOBEPSIIOLIUNA TUYHOCTH:

cepust , HOMep , 1aTa BBIMAYH: «__ » r.,
BEIJIaH

ajipec perucTpaIum:

HOMep TejiedoHa: ,
email: ,
SIBIISISICH TIPEJICTABUTEIICM JIHMIIA, HE TOCTHUTIIIEro Bo3pacTta 15 Jer,

(D@UO nonnocmuio)

JaTa POXKACHUS: « » r. (UIMEHyeMoro jajee IO TEKCTy
«IIpencraBisieMblii»), UMEIONIETO OCHOBHON JOKYMEHT, YIOCTOBEPSIOIIHNA TUIHOCTE:
cepus , HOMep ,

HACTOANIUM COIJIaCUEM MMOATBCPIKAAKO, UTO HpOI/IH(l)OpMI/IpOBaH(a) 1 IOHUMAr0 CYyThb HMIKCCICAYIOIICTO:

1. Yro Takoe CeKBeHHPOBaHHUE MOJHOT0 FeHOMAa

CexkBeHHpPOBaHHE TOJHOTO TeHOMA (Jajgee — MOJEKYJSIPHO-TEHETHUECKOE HCCIEIOBaHUE) — 3TO
KOMIUIEKCHOE TEHETHYECKOE WCCIICJIOBAaHUE, KOTOPOS MPEIOCTABISCT BO3MOXKHOCTH OJHOBPEMEHHOTO
aHallM3a HECKOJBKHX TBICSY TEHOB, OTBETCTBEHHBIX 32 3JI0POBbE — TMPEJPACIIOIIOKEHHOCTh K
HACIIC/ICTBEHHBIM, OHKOJIOTUYECKUM 3a00JICBAHUSM; PEAKIIUI0 Ha MPHEM JIEKAPCTBEHHBIX IPErapaToB.
[Tomy4eHHBI pe3yNbTaT MO3BOJIACT CIICHUAINCTAM Pa3padoTaTh WHAMBUIyaTbHBIC PEKOMEHIAIUHN IO
npouIaKTHKE 3a00JIeBaHUH.

2. Kak BbInoJiHsIETCSI CeKBeHl/IPOBaHl/Ie IMOJIHOI'0 '€HOM A

IlpencraBiasiemMblii — 4enoBek, 4edl buomarepuan mnpeaocTaBieH JJisi TPOBEACHUS MOJEKYJISPHO-
TeHETHYECKOT0 CCIIEJOBAHMUS.

Buomarepuan — o6paser] OMOIOTHYSCKOT0 MaTepraa, UCTIONb3yEeMBbIi ISl IPOBECHUS MOJICKYJIISPHO-
TeHETUUECKOT0 MCCIIeJOBaH s, B TaHHOM clydae — oOpa3el] BeHO3Hoil kpoBH [Ipeacrasnsemoro.

Leap MoJIeKYJISPHO-T€HETHYECKOr0 HCCIeT0BaHUs — ONpe/ICICHNE NHANBUIYAIbHBIX 0COOCHHOCTEN
[IpencraBiasieMoro u ONpeaesicHUe Y HEr0 BO3MOXHOTO PHCKA Pa3BUTHS OIMPEJEICHHBIX 3a00JICBaHUNA U
COCTOSTHUI. 3aKJIIOUYCHUE MO pPe3ysibTaTaM MPOBEIACHHOTO MOJICKYJISIPHO-TCHETHYECKOTO HCCIICIOBaHUS
COCTaBIISIETCS] HA OCHOBE COBPEMEHHBIX 3HAHHI B 007aCTH MEIUIIMHCKON T€HETHKN U HAYKH.
MonexyisipHO-TeHeTH4YeCcKoe  HccienoBanue OesomacHo i [IpencrtaBnsiemoro.  MonekysipHO-
TEeHETUYECKOE HCCIIeIOBAHNE TPOBOAUTCS MPH TOMOIIM COBPEMEHHOI'O BBICOKOIMPOHM3BOAUTEIBHOTO
METO/Ia CEKBEHHpPOBaHUsA Bcero reHoMa — Next Generation Sequencing (NGS) ¢ riryOuHOM npodTeHHS HE
MeHee  x B JlaGopaTopum

(HaumeHoOBaHME 1ab0PaTOPHN)

( )

(OI'PH, ropunuueckuii aapec)
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3. Yro BbIABJIAAET MOJEKYIAPHO-TEHETUYECKOE HCCIeI0BaHIEe
Pesynbrar Tecta B pacimpeHHOM BUE TpeaocTaBisierTcss Ha nudpoBoM Hocutene B hopmare fastq (dro
MO3BOJIACT MPH HEOOXOIMMOCTH HCIIOJIB30BAaTh 3TU JaHHBIE Ul MOBTOPHOM 0OpaOOTKM M aHamu3a) U
COIEPKUT UH(POPMALIHUIO TI0 CIIEAYIONMM paszenam®:

3.1. I'eHeTnyeckue PUCKHU, UMeIOIHE KINHUYECKOe 3HAYeHue:
. 3nopoBbe: JlaHHBINA pa3gen COAep UT HH(DOPMALMI0O O HOCHUTENHbCTBE KIMHUYECKH 3HAYUMBIX
TeHEeTHYECKUX BaPHAHTOB, ACCOIIMAPOBAHHBIX C HACIEICTBEHHBIMU (MOHOT€HHBIMH) 3200JICBAaHUSIMH.

. ®apmaxoreneTuka: J[aHHBINA pa3en MperocTapiIseT HHPOPMAIMIO O TEHETUYECKUX BapHaHTaX,
ACCOLIMMPOBAHHBIX C MHAMBHYaIbHON PEaKIMel Ha JIEKAPCTBEHHBIE MTPeTaparsl.

3.2. MuauBuAyaidbHble reHeTHYEeCKHE 0CO0EHHOCTH:
. IIpeapacnonokeHHOCTh K MOJUTeHHBIM (MYJbTUGAKTOPHBLIM) 00e3HsAM. J[aHHEBIN pa3men
COJICP)KUT HWHGPOPMAIIMIO O TEHETHYECKUX BapUaHTaX, KOTOPbIE MOTYT OBITh acCOIMUPOBAHBI C
MTOBBIMICHHBIM PHCKOM Pa3BUTHSI IMOJTUTCHHBIX (MYJIbTH()AKTOPHBIX) OOJIE3HEH.
. Cnoprt u kpacota. [laHHBIH pa3aen conep Ut HHGopMaruo 00 HHIUBHYaTbHBIX TeHETUIECKUX
O0COOCHHOCTSIX BBIHOCITHMBOCTH OpraHU3Ma, MBIIIICUHOU CHIIBI, PUCKE TPABM, KOTOPAs IIO3BOJISIET MTOA00pAaTh
Haubosee d(P(QEKTHBHBIN PEKUM TPEHUPOBOK. Tarke B ATOM pasfelic aHAIM3HPYHOTCS TCHETHYECKUS
0COOCHHOCTH pEakiMi KOXH Ha OKpyXaronme (GakTopbl Ui MOI00pa HHIUBHIYaJbHBIX MeEp
MPOGUIAKTHKH MPEXKIEBPEMEHHOTO CTApPEHUS KOXKU.
. Hytpureneruxka. J[laHHBIA pa3zmen mpemocTaBiaseT HWHPOpMANHUIO 00 WHIUBUIYAIBHBIX
TEHETHYECKUX OCOOCHHOCTSX MPUMEHEHHSI HEKOTOPBIX JUET, PA3BUTHUS JC(PHUIINTA BUTAMHHOB U JIPYTHX
HYTPHEHTOB, HETIEPEHOCHMOCTH HEKOTOPHIX MUIIEBBIX MMPOTYKTOB.
. Pa3BiexaTesbHas reHeTHka. B maHHOM pa3zzene MpeacTaBiICHbl T€HETHYECKHE BapHaHTEHI,
KOTOpPBIE OTPEACISIOT oco0eHHoCcTH [IpeacTaBisieMoro, Takue, Kak 4epThl XapakTepa, TOJITOXKHUTEIbCTBO,
CyTOYHAsl aKTUBHOCTh, BKYCOBBIC ITPEIITOYTCHHS.
. HonmyasimmonHas reneruka. Pa3ien npenocrapnseT HHOOPMAIUIO O TCHETUYSCKUX BapUAHTAX,
OTIPEIENIAIONINX TeHoreorpaduueckoe mpoucxoxaeHue IIpencTaBasieMoro - HOCUTENBCTBO TAIUIOTPYIIL
AHanm3upyeTcs HOCUTENBCTBO Taruiorpynn Y -XpOMOCOMBI (ITPOUCXOXKICHHE TI0 «OTIOBCKOIY JTMHUN) U
mutoxoHapuansHoi JJHK (mpoucxoxaeHne mo «MaTepuHCKON» JTMHUN). Y KEHIIWH, BBUAY OTCYTCTBUS
Y -XpOMOCOMBI, ITPEI0CTABISACTCS HH(OPMAIIUS TOJIBKO 110 MUTOXoHapuaibHoi JJHK.

Pe3ynbpTar MONEKYISIPHO-TEHETHYECKOTO UCCIEAOBaHUS OYyJET TOTOB B TCUCHHU pabounx mHEH C
MOMEHTA TOJIICAHNS JAHHOTO COTIacHs U mony4yeHust buomaTtepurana sadopaTopuei.

4. 3HavyeHHe pe3yJbTATOB

[To pe3ynpraTaM MOJNEKYISPHO-TEHETUYECKOTO UCCIEAOBAaHUS PEKOMEHI0BAHA KOHCYJIbTALUSI Bpada-
TreHeTHKA, a TAaKXKE MOXET IOTpeOOBaThCs KOHCYJIbTALM APYroro Npo(uiIbHOrO Bpada-CIELUAIUCTA.
BaxHO OTMETHTB, YTO OOBSICHEHHE BCEX BO3MOXHBIX NPUYMH 3a00JI€BaHUA IO pe3yibTaTaM
MOJIEKYJIAPHO-TEHETUYECKOT0  HMCCIENOBaHUsI HEBO3MOXHO. Takke HEBO3MOXKHO C  IOMOIIBIO
MOJIEKYJISIPHO-T€HETHYECKOT0 HCCIIEIOBAHUS MCKIIIOUNTh PUCK BO3HMKHOBEHMs BCEX 3a00JIeBaHUM IS
[IpencraBisieMOro u 4jie€HOB €r0 CEMBH.

B mpomecce MoOJIeKyJISIPHO-TEHETHYECKOT0 HCCIETOBAHUS MOIYT OBbITh HaMIEHBbl KJINHHUYECKH
3HAYMMble TeHeTHYeCKHe BApUAHThI, ACCOLUUPOBAHHbIE ¢ 3200/1eBAHMAMHU, MaHU(ECTUPYIOLIUMH
TOJbKO BO B3pPOCJOM BO3pacTe W (WIM) He HMMEWIIMMHU JiedeHHUsl, NPOPUIAKTHKH, METOHAO0B
KOpPPeKIMH HAa MOMEHT Bbliaun oT4yeTa. [Ipn 3anonnennu UHpopMupoBaHHOro corjiacus 3akazuuk
HMeeT NMPABO0 PelNTh, MOJYYaTh I HHPOPMALUIO 0 TAKUX BAPHAHTAX WJIH HeT.

Bce nuunble nanHbIe, Kacaronuecs [IpencraBiseMoro 1 ero poACTBEHHUKOB, CTPOTO KOH(HICHIINATBHBI
U HE MOTyT OBITh NIepeJaHsl APYTMM JIMIAM HHade, KaK C COINIacHs 3aKOHHOTO IIPEICTaBHTEIS
[Ipencrasnsiemoro nunu IIpencransiemoro (mocie JOCTHXKEHUS UM Bo3pacTa 15 jer).

[Ipu He0OXOAUMOCTH U € coracusi 3aKOHHOrO npeacraButens Ilpeacrasisemoro unu Ipeacrasnsemoro
(mociie ToCTHKEHUS UM Bo3pacTa 15 j1eT) pe3yJsibTaThl MOJIEKYJISIPHO-T€HETHYECKOr0 MCCIIEOBAHUS MOTYT
OBITh MCTIONB30BaHbI MIPH MEANKO-TEHETHUYECKOM KOHCYJIBTHUPOBAHUU WM T€HETHYECKOM O0CIIeIOBaHUU
JIpyrux 4iaeHoB cembH [Ipencrasisemoro.

4 Hassanue pasiesnoB MOXKET Pa3jiMyarbCs B 3aBHCMMOCTH OT (opMara OTdYeTa MO pPe3y/bTaraM MOJEKYISPHO-
TEeHETHYECKOTO MCCIICOBAHIS, IPEAOCTABIIIEMOTO PAa3IHIHBIMHU JT1a00paTOpusaIMH (METUITMHCKAMHU OpPTraHU3aIHsIMH).
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Pe3ynbTathl MOJIEKYIISAPHO-TEHETHYECKOTO UCCIENOBAHNUS MOTYT OBITh MCIIOJIB30BAHBI JICUAINIM BPAduoOM
JUISL manbHenero Habmonenus u odcnenoBanms [Ipencrasisiemoro.

5. IIpaBo oT3bIBa
3aka34uK MOXET OTO3BaTh CBOE COIJIACHE HA NPOBEJCHHE MOJEKYISPHO-TEHETHIECKOTO HCCIIEIOBAHUS
HOJIHOCTBIO WJIM YacTHYHO B JI000€ BpeMs Oe3 yKazaHMs NPHYMH ITyTeM HANpaBiCHUS B aapec

(HanMeHOBaHKE Ta00PaTOPHN)

(OI'PH, ropuaudeckuii agpec)
COOTBETCTBYIOLICTO IIHUCBPMCHHOT O JTOKYMCHTa 10 mo4re, 00 10 3JIeKTpOHHOﬁ 1o4uTe

(ampec 3MeKTPOHHOM MOYTHl 3aKa34yHKa)

3aKa3unuKk HMeEeET npaBO HC IOJy4YaTb I/IH(i)OpMaI_[I/IIO 0 pe3yibTaTaXx MOJICKYJISIPHO-ITCHECTUYCCKOIO
HUCCJIICJOBaHUA («HpaBo HE 3HaTI>>>), OCTaHAaBJIMBATL 3TAIllbl MOJICKYJIIPHO-TCHCTUYCCKOIO0 UCCIICAOBAHNA,
KOTOpbIE OBLTM HAa4YaThl B JIFOOOE BPEMs A0 TOIYUYEHHUS PE3yiIbTaTOB, M TPEOOBATh YHHUUTOXKCHHS BCETO
HCCIIeyEeMOTo MaTepralia M BCEX COOPaHHBIX PE3YJIbTATOB.

IloanuceiBasg JNaHHBIN JIOKYMEHT, s,

b

(DUO 3akazuuxa)
MMOATBCPKAA0, YTO HAa OCHOBAaHWU HpeI[OCTaBJ'IeHHOf/i I/IH(l)OpMa]_[I/II/I I[O6pOBOJ'H>HO, 0e3 MPUHYXICHUA,
TIpUHSI(a) pemieHrne O MPOXOoXKIAeHUH [IpencTaBisieMbIM MOJICKYJISIPHO-TEHETHICCKOTO HCCICIOBAaHUSA, O
YeM Jaro CBOC Corjiacue

(HanmeHoBaHUE 1abOPATOPUN)

(OI'PH, ropuandeckuii agpec)
6. S npouurasn(a) u noHsI(2) BhIIIEU3T0KEHHOE MUCbMEHHOE 00bsICHEHUE CYTH U 0COOeHHOCTeil
MOJIEKYJISIPHO-T€HETUYeCKOr0 UCCIeJ0OBAHUS.
S moaTBepKAA0, UTO MHE OB TaHBI IIOJTHBIE PA3bsICHEHHS O COCTABE IMOJTHOTO 00BheMa OTIETa, 51 TOHUMAI0
Y IPUHUMAIO BCE BO3MOXHBIE PUCKH U TIOCJIEICTBUS TONYYCHUS 3TOW HHPpopMarmu. J[ro0ast olleHka MHOFO
WU JUIAMU, KOTOPBIM S MO CBOEH WHHULMATUBE MPEJOCTABIIO IMOMYyUYECHHBIC B pe3yJbTaTe AAHHOIO
WICCIIETIOBAHUSA JaHHbIE, HOCUT CTPOTO CyOBEKTUBHBIN XapaKTep.
Sl moHMMalo, YTO TOJIy9eHHBIE MHOIO pPe3yJbTaThl HCCIIEJIOBAaHWS B PACHIMPEHHOM OOBEME MOTYT
MOCITY>KUTh MPUYNHON TUCKPUMHUHAIINY ¥ (1K) HenpusaTus [IpencraBisieMpiM ce0sl 1 CBOUX TEHETUIECKHIX
0COOCHHOCTEH.
S nmonmyuwni(a) ECUEPNIBIBAIONIYI0 WH(GOPMAIIUIO B OTHOIIEHWH BO3MOXKHBIX K BBISIBIIEHHIO T€HETHYECKUX
BapUAHTOB, BO3MOXKHOCTH MPOMUIAKTUKY/IeUeHHS 3a00JIeBaHNI, ACCOIIMUPOBAHHBIX C ITUMHU BapHUAHTaAMH,
LIETU ¥ 3HAYUMOCTD IJIaHUPYEMOT 0 MOJIEKYJISIPHO-T€HETUYECKOTO UCCIIEI0OBAHUSL.
51 noHMMaro, 4TO JAHHOE MOJEKYJISIPHO-TEHETUYECKOE UCCIIEN0BAHNE HE MTPEIHA3HAUYCHO ISl TOCTAHOBKHU
OKOHYATEJIFHOTO AMAarHo3a U €ro HeNb3sl UCIONb30BaTh B KAUECTBE CAMHCTBEHHOT'O JOKA3aTEeNbCTBA AJIS
JUATHOCTUYECKOTO 3aKIIOUCHHUS.
Ha Bce Mou Bompock! ObIITH JaHBI OTBETHL, M Y MEHS OBIJIO HEOOXOAMMOE BpEeMs Ha IIPUHSITHE PEIICHHUS.
[IpoBorMOE MOJIEKYISIPHO-TEHETUYECKOE HCCIEIOBAHUE HMEET OrpaHUuYEHHs W HE Bcerza Jaér
BO3MOXXHOCTH BBISIBUTH BCE UMEIOLIUECS HAPYIIICHUS HACIEACTBEHHOTO MaTepuara.
Pesynprar wncciaenoBaHHs HE MCKIOYAET BO3MOXKHOCTM HAJW4YMs TEHETUYECKHUX HapyLICHUM, He
AHAJIU3UPYEMBIX B pAMKaX UCCIEI0BAHUS.
S moHuMaro, 4To nepe MPOBEACHUEM MOJICKYJISIPHO-T€HETUYECKOT0 UCCIEAOBAHMS U MTOCIIE TTOTYUYEHUS €T0
pe3ysibTaTta Heo0X0uMa KOHCYIbTAIHs KBATU(UITUPOBAHHOTO MEIUITMHCKOTO PaOOTHHKA OTHOCUTEIHHO
JMIOOBIX PHCKOB, JHArHO30B, JICYEHHUS W/WIA JPYTHX MOTEHIMAIbHO BaXKHBIX BOIPOCOB 37I0POBBS
[IpencraBnsiemoro. Tonbko MeEAUIMHCKHN pPaOOTHUK MOXET OIICHUTh OOBCKTHUBHO IIOKa3aHUS U
MPOTUBOIIOKA3aHUS K MTPOBEIACHHUIO HCCIICIOBAHHUS, 1IEJIECO00PA3HOCTD €ro MPOBEICHUS.

6.1. B cnyyae o0HapyskeHUs] KIMHUYECKH 3HAYMMBbIX I€HETHYECKMX BAPMAHTOB, ACCOLMMPOBAHHBIX
¢ 3200/1eBaHMAMH, MaHN(eCTHPYIOIIMMH TOJBLKO BO B3POCJOM Bo3pacTe M (WIH) He WMEIOIIMMH
JledeHUsl, MPOPHIAKTHKH, METOJ0B KOPpEeKIHM Ha MOMEHT BBIIA4YH OT4YeTa, sl COrJiaceH(CHa)
MOJIYYUTh MOJHYI0O HH(POPMALMIO 0 TAKOM pe3yJibTaTe.
[ da [ Her
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6.2. 51 maro cormacue yka3aTb B HaIllpaBJICHWH, 3aMOJHIEMOM BpadyoM I€pe] TECTHPOBAHHEM, TOYHYIO
WH(GOPMAITUIO O COCTOSHUM 3[IOPOBBSI C MOHMX CJIOB M HMMEIONIEHCS MEIWIIMHCKOW AOKyMeHTanuu. S
MOHMMA0, YTO Bpay W (WIHM) COTPYIHUK JAOOPATOPUU MOXKET CBS3aThCS CO MHOM MJIs TOJTyYCHUS
JIOTIOJTHUTEIIEHOW WH(OPMAITUH.

[ Hda [ Her

6.3. Pe3ynmbTaThl HCCIICOBAHUS TaKXKE MOTYT OBITh HCIOJB30BaHBI JaOOpaTOpUEH s HAyYHBIX
WCCIIEIOBAHUHN W ISl YITyUIICHHS TUArHOCTHKH U JICYCHUS] TeHETHYECKHUX 3a0osieBaHuid. S mMoHMMAlo, 4To
pe3ynbraT OyneT ocTaBaTbCs AaHOHMMHBIM M HEHJASHTHU(HIIMPYEMBIM BO BpEMs aHalN3a JAHHBIX M YTO
HUKAaKWe IMePCOHANBHEIC TaHHBIC HE OYAyT yKa3aHbl, B TOM YHUCIIE eCJIi JabopaTopusi OYAET UCIOIb30BaTh
ee s OTYETOB WM TNyOimkanuid. $ mar0 corjmacue Ha XpaHCHHE W UCIOJIB30BaHUE OOE3THMUCHHBIX
PE3yNIbTaTOB UCCIEAOBAaHUS B CTATHCTUYECKON 0a3ze MaHHBIX JabOpaTOpHH, a Take Ha MPEeaOCTaBICHHE
PE3YJIBTATOB UCCIICIOBAHUS CIISIIMATUCTAM B 001aCTH TCHETHUKY IPYTUX OPTaHU3ALNN U YIPEKICHUM.

[ Hda [ Her
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NudopmupoBanHoe 100poBOJILHOE cOrIacue

Ha MOJICKYJISAPHO-TCHCTUHYICCKOC UCCTICA0BAHUEC
(nq neteit B Bo3pacrte ot 15 10 18 e, B moJiHOM 00H€eMe)

H’

(DHUO noanocmuio)

(MMeHyeMBbIi Janee o TEKCTY «3aKaz4umKy), HMMEIOIINH
OCHOBHOM JJOKYMEHT, YJOCTOBEPSIIOLIUNA THYHOCTH:

cepus , HOMep , 1aTa BBIIAYM: « _ » r.,
BbIIaH

ajipec perucTpaIum:

HOMep TenedoHa: ,
email: , HACTOSIIIAM COTJIaCHEM
MOATBEPIKIAI0, YTO MTPOMH(OPMHUPOBAH(a) U MOHUMAIO CYTh HIDKECIIEIYIOIIETO:

1. Yro Takoe CeKBeHUPOBaHUE MOJIHOTO FeHOMA

CexkBeHNpOBaHUE TMOJHOT0 TeHOMa (jJajee — MOJEKYJSIPHO-TEHETHYECKOEe WCCIIeOBaHHE) — 3TO
KOMIUIEKCHOE TEHETHYECKOE WCCIICJOBAaHUE, KOTOPOE MPEIOCTABISCT BO3MOXHOCTH OJHOBPEMEHHOTO
aHaM3a HECKOJBKUX ThICAY TEHOB, OTBETCTBEHHBIX 3a 37I0POBbE — MPEIPACIIONOKEHHOCTh K
HACIIC/ICTBEHHBIM, OHKOJIOTUYECKUM 3a00JICBAHUSM; PEAKIIUIO Ha MPHEM JIEKAPCTBEHHBIX IPErapaToB.
[Tomy4eHHBIN pe3ynbTaT MO3BOJIACT CICHUAIACTAM Pa3pabdoTaTh WHAMBUIyaTbHBIC PEKOMEHIAIUN IO
npouIaKTHKE 3a00JICBaHUH.

2. Kak Beinosinsiercss CekBeHHpOBaHNe MOJHOTO TeHOMAa

3aka34yuK — HECOBEPIIECHHOJETHEE JINIO, B Bo3pacTe oT 15 g0 18 ner, ueit buomarepuan npegocrasiex
JUTSL IPOBEEHHS MOJIEKYJISIPHO-TE€HETUUIECKOT O MCCIIEIOBaHMSL.

BuomaTtepuan — obpaszen; OHONIOrMYECKOr0 MaTepHaia, UCIOIb3yeMbIl JJIsl POBEACHUS MOJICKYJISIPHO-
TFeHETUUYECKOI0 MCCIIEJ0BaHMs, B JaHHOM ciIydae — 00pa3el] BEeHO3HOI KpoBH 3aKa3uMKa.

Heap MoJieKyJISIPHO-T€HETHYECKOr0 MCCJIEI0BAHMS — OINPEe/ICHUE MHINBUAYaIbHBIX 0COOEHHOCTEH
3aka3uuKa U OIpEleJICHHUEe y HEro BO3MOXKHOI'O DPHCKAa pPa3BUTUS ONpPENENCHHbIX 3a00JeBaHUN U
COCTOSTHMM. 3akiIo4eHHEe MO pe3ynbTaTaM IpPOBEIECHHOTO MOJEKYJISIPHO-TEHETHUECKOTO HCCIIECIOBaHUA
COCTaBJISICTCSI HA OCHOBE COBPEMEHHBIX 3HAaHUH B 00JIaCTU MEIULIMHCKON T€HETUKU U HAYKH.
MornekysIpHO-TeHETHYECKOe HCCiIeoBaHne Oe3omacHO Ui 3aka3zdynka. MOJeKyJspHO-TeHETHIECKOe
UCCIIEJOBAaHNE TIPOBOJUTCS TPU TOMOIIM COBPEMEHHOTO  BBICOKONIPOM3BOAUTEIBHOIO METOJa
ceKBeHHpoBaHUs Bcero reHoMa — Next Generation Sequencing (NGS) ¢ riyOuHOH mpouTeHHs HE MEHEe
_____x B JlaGopaTopun

(HaumMeHOBaHHE 1a00PATOPHHN)

( ).

(OTI'PH, ropunuueckuii aapec)

3. Yo BHIABJSIET MOJIEKYISPHO-TeHETHYECKOE HCCIeJ0BAHME
PesynbTar TecTa B pacIIMpeHHOM BHJIE MPEIOCTABIISICTCS Ha IUPpOBOM HocuTene B Gopmare fastq (uto
MO3BOJISIET TIPU HEOOXOAMMOCTH HCIIOJIB30BaTh 3TH JAHHBIC IS MTOBTOPHOW OOpaOOTKH W aHAIM3a) H
COJIEPKUT UH(POPMAILIUIO 110 CIIEAYIONIMM Pa3Ieam’:

3.3. 'eHeTHYecKHe PUCKH, HMeIOIIHe KINHINYeCKoe 3HaYeHne:
. 3nopoBbe: JlaHHBIN pa3gen COACPNKHUT MHOOPMALUIO O HOCUTEIILCTBE KIMHUYECKHA 3HAYHUMBIX
TCHETHYECKUX BaPUAHTOB, ACCOIIMUPOBAHHBIX C HACIIECTBEHHBIMU (MOHOTCHHBIMH) 3200JICBAaHHUSIMH.

° (I)apMalcoreHeTnKa: ﬂaHHBIfI pa3aci npeaoCTaBIsACT I/IH(I)OpMa]_[I/IIO O 'CHCTUYCCKUX BapHaHTaX,
aCCOMMPOBAHHBIX C HH,Z[HBHZ[yaHLHOfI peaKuI/Ieﬁ Ha JICKApCTBCHHBIC MpPCIapaThbl.

3.4. UuauBuayaJbHbIe FeHeTHYECKHE 0COOEHHOCTH:

> HasgaHue pas/ielioB MOXET PasjiMyarTbCs B 3aBUCUMOCTH OT (pOpMara OTYeTa IO Pe3yibTaraM MOJIEKYJISPHO-
TEeHETHYECKOTO MCCIICOBAHIS, IPEAOCTABIIIEMOTO PAa3IHIHBIMHU JT1a00paTOpusaIMH (METUITMHCKAMHU OpPTraHU3aIHsIMH).
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. IIpeapacnonokeHHOCTh K MOJUTeHHBIM (MYJbTUGAKTOPHBLIM) 00je3HsAM. J[aHHEBIN pa3ien
COJICP)KUT HWHGPOPMAIIUIO O TEHETHYECKUX BapUaHTaX, KOTOPbIE MOTYT OBITh AacCOIMUPOBAHBI C
MTOBBIICHHBIM PHCKOM Pa3BUTHSI ITOJTUTCHHBIX (MyJIbTH()AKTOPHBIX) OOJIE3HEH.

. Crnoprt u kpacora. J[aHHbBIH pa3aen comaepkuT nHGOpMAaIio 00 HHIUBUTYATEHBIX TEHETHIECKUX
O0COOCHHOCTSIX BBIHOCITHMBOCTH OpraHU3Ma, MBIIIICUHOU CHIIBI, PUCKE TPABM, KOTOPAs IIO3BOJISIET MTOA00pAaTh
HauOosee d(P(QEKTHBHBIN PEKUM TPESHUPOBOK. Tarke B ATOM pasjeliie aHAIM3HPYIOTCS TCHETHYSCKUE
0COOCHHOCTH pEakiMi KOXH Ha OKpyXaronme (GakTopbl Ui Moa00pa HWHIUBHIYaJbHBIX MeEp
MPOQUITAKTHKY MMPEXKICBPEMEHHOTO CTAPESHUS KOXKU.

. Hytpureneruxka. J[laHHBIM pa3men mpemocTaBiIseT HWHPOpMANHUIO 00 WHIUBUIYAIBHBIX
TEHETHYECKUX OCOOCHHOCTAX MPUMEHEHHSI HEKOTOPBIX IWET, Pa3BUTHS JAe(PHUINTA BUTAMHHOB M JIPYTHX
HYTPHEHTOB, HETIEPEHOCHMOCTH HEKOTOPHIX MUIIEBBIX MPOTYKTOB.

. Pa3BiexaTesbHas reHeTHka. B maHHOM pa3zzene MpeacTaBiICHbl T€HETHYECKHUE BapHaHTEHI,
KOTOpBIC OMPEICISIIOT OCOOCHHOCTH 3aka3uuka, TaKhe, KaK YepThl XapakTepa, JOJITOXKHUTEILCTBO,
CyTOYHasi aKTUBHOCTh, BKyCOBBIE ITPEIITOYTCHHS.

. HonyasimmonHas reneruxa. Pasnen npenocrasnseT nHOOPMAITUIO O TEHETUYECKUX BapUaHTAX,
OTIPECISAIONINX TEHOTeOrpaUUecKoe IMPOUCXOKACHUE 3aKa3uhka - HOCHUTEIBCTBO TaIUIOTPYIIIL
AHanm3upyeTcs HOCUTENBCTBO Taruiorpynn Y -XpOMOCOMBI (ITPOUCXOXKIEHHE TI0 «OTIIOBCKOI JTMHUN) U
mutoxouApruansHoi JIHK (TmponcxoxkaeHue mo «MaTepuHCKOW) TUHUH). Y JKCHIIWH, BBUILY OTCYTCTBHS
Y -XpOMOCOMBI, ITPEI0CTaBIsACTCS HH(OPMALIUS TOJIBKO 110 MUTOoXoHapuaibHoi JJHK.

P C3YyJIbTAT MOJICKYJISIDHO-IT'CHCTUYCCKOI'0 HUCCICIOBAHUA 6y,I[CT TOTOB B TCUCHHUU pa6oq1/1x ,I[Hefl C
MOMCHTA MMOANNCAHUA JAHHOT'O COIrIaCrd U MOJYUCHUA BI/IOMaTepI/IaJ'Ia Ha60paT0pHCﬁ.

4. 3Ha4yeHuUe pe3yabTATOB

[To pe3ynbraTaM MOJNEKYJISPHO-TEHETUYECKOT'O UCCIIECAOBaHUS PEKOMEHI0BAHA KOHCYJIbTANUS Bpada-
reHeTHKA, a TaKKe MOXET MOTPeOOBaThCS KOHCYIBTAIUS JAPYroro Mpo(UIBHOTO Bpava-CHeNUaUCTa.
BaxxHO oTMETHTh, 4YTO OOBSICHEHHE BCEX BO3MOXHBIX NPUYMH 3a00JIeBaHU 10 pe3ysibraTaM
MOJICKYJISPHO-TCHETUYECKOTO  HMCCICIOBaHUSI HEBO3MOXHO. Takke HEBO3MOXKHO C  IIOMOIIBIO
MOJIEKYJISPHO-TEHETUYECKOTO MCCIICAOBAHUS MCKIFOUUTh PUCK BO3HUKHOBCHHS BCEX 3a00JICBAHHN IS
3aka3unKa v 4WICHOB €0 CEMbH.

B mpomecce MOJIEKYJISIPHO-TEHETHYECKOTO WCCIETOBAHUS MOTYT OBITh HAHIEHBI KINHHUYECKH
3HAYHUMBbIE€ TeHeTHYeCKHE BAPHAHTHI, ACCONMMPOBAHHBIE ¢ 3200JIeBAHUAMH, MAHH(ECTUPYIOITHAMHI
TOJbKO BO B3pOCJOM Bo3pacte W (WIM) He HMEWINMMHU JiedeHHusl, MPOPUIAKTHKH, METOJ0B
KOPPEeKIUH HA MOMeHT Bbl1aun oT4eTa. [Ipu 3anoinenun Undopmuposannoro cornacus 3akazunk
HMeeT MPAB0 PelINTh, MOJYYaTh JIU HHGOPMALUIO 0 TAKUX BAPHAHTAX WJIH HET.

Bce nuuHble jaHHBIC, Kacaronpuecs 3aka3uuka U ero POJCTBEHHHKOB, CTPOTO KOH(HICHIIHATLHLI H HE
MOTYT OBITh TIepEeJaHbI JPYTUM JIHIIaM HHAYe, KaK ¢ corjiachs 3aKka3uuKa.

[Ipu He0OX0IUMOCTH U C cornacus 3aKa3yuKa pe3ysbTaThl MOJICKYISIPHO-TEHETHISCKOTO UCCIICIOBAHUS
MOTYT OBITh WCIIOJB30BaHBI TIPU MEAMKO-TEHETUYECKOM KOHCYJIbTHPOBAHMUA WM TEHETUYCCKOM
00cIIeIOBaHUH IPYTHX YICHOB CEMBH 3aKa3dHKa.

Pe3ynbpTaThl MONEKYISPHO-TEHETUYECKOTO MCCIICOBAHUS MOTYT OBITh MCIIONIB30BAHEI JICYANUM BpauyoM
JUTSL TATbHEHTIIET0 HAOMIOACHUS U 00CIIeIOBaHUs 3aKa3unKa.

5. IIpaBo oT3bIBa
3aka3udK MOKET OTO3BaTh CBOEC COIJIACHE HAa MPOBEJCHUEC MOJCKYISIPHO-TEHETUYECKOTO HCCIIEI0BaHUS
MOJTHOCTHI0O WJIM YaCTHYHO B 00O BpeMs 0e3 yka3zaHUs NPUYMH ITyTeM HAIMpaBJICHUS B ajpec

(HauMeHOBaHUe J1abOPaTOPHN)

(OI'PH, ropunuueckuii aapec)
COOTBCTCTBYIOLICTO IIHUCHbMCHHOT' O JAOKYMCHTA oo Io4Te, oo oo SHGKTpOHHOﬁ IIo4YTC

(anpec 211eKTPOHHOM MOUTHI 3aKa34nKa)
3aKa3yMK HMMEET IPaBO HE IMOAy4YaTh HMH(OPMALKMIO O pe3yJbTraTaX MOJIEKYJIIPHO-T€HETHYECKOIO
uccienoBanus («IIpaBo He 3HATH»), OCTAHABIMBATE 3TAITBl MOJIEKYJISIPHO-TEHETHICCKOTO HCCIIEIOBAHMS,
KOTOPHBIC OBUIM HAYaATHI B JIFO0OOE BpEMs 10 NOJIYy4YCHUA PC3YyJIbTATOB, U Tp€6OBaTI> YHUYTOXCHUA BCCTO
HCCICAYCMOI'0 MaTepHralia u BCCX CO6paHHI:IX PE3yJIbTATOB.
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IToxamuceiBas JTaHHBII JIOKYMEHT, A,

b

(®UO 3akazuuxa)
MMOATBCPKAA0, YTO HAa OCHOBAaHWUU HpeI[OCTaBJ'IeHHOf/i I/IH(l)OpMa]_[I/II/I I[O6pOBOJ'H>HO, 0e3 MPUHYXCHUA,
TIPUHSI(a) pelIeHNe O MPOXOXKICHUH UM MOJICKYJISIPHO-TEHETHUECKOTO MCCIICIOBAHUS, O YEM JIAl0 CBOE
corjiacuec

(HanmMeHoOBaHHE 1abOPATOPHN)

(OI'PH, ropuauueckuii angpec)
6. S npouurasn(a) u noHsI(2) BbIIIEU3T0KEHHOE MUCbMEHHOE 00bsICHEHUE CYTH U 0COOeHHOCTeil
MOJIEKYJISIPHO-T€HEeTHYECKOI'0 UCCJICAOBAHUS.
S moaTBepKAAK0, UTO MHE OBLITH JIaHBI IIOJTHBIE PA3bsICHEHHS O COCTABE MMOJIHOTO 00heMa OTYETa, 51 TOHUMATO0
Y IPUHUMAIO BCE BO3MOXHBIE PUCKH U TIOCJIEICTBUS TONYYCHUs 3TOW HHPpopmarmu. J[ro0ast olleHka MHOFO
WM JULAMHU, KOTOPbIM S IO CBOEH WHHLMATHUBE MPEJOCTABIIIO IOJYYECHHBIE B pE3yJbTaTe AAHHOIO
WICCIIETIOBAHUSA JaHHbIE, HOCUT CTPOTO CyOBEKTUBHBINA XapaKTep.
Sl moHMMAaro, YTO TMOJIyYCHHBbIC MHOI Pe3yJbTaThl HUCCIICJOBaHUS B PACHIMPEHHOM OOBEME MOTYT
MOCITY>KUTh TPUYUHON JAWCKPUMUHAIMKM ¥ (WIHM) HENPUATUS 3aKa34MKOM ce0S M CBOMX T'€HETUYCCKHX
0COOCHHOCTEH.
A nonyuwi(a) UCUEPIBIBAONIYI0 HH(OPMAITUIO B OTHOIICHHH BO3MOXKHBIX K BBISBJICHHUIO T€HETHYCSCKUX
BapUAHTOB, BO3MOKHOCTHU MPOMUIAKTUKY/IeUSHHS 3a00JICBaHNI, ACCOIIMUPOBAHHBIX C ITUMHU BapHUAHTaMH,
LEJU U 3HAYUMOCTh IJIaHUPYEMOT'0 MOJIEKYJISIPHO-T€HETUYECKOT O UCCIIEI0BAHUSL.
51 noHMMaro, 4TO JAHHOE MOJEKYJISIPHO-TEHETUYECKOE UCCIIE0BAHNE HE MTPEIHA3HAUYCHO ISl IOCTAHOBKHU
OKOHYATEJIBFHOTO AMAarHo3a U €ro HeNb3sl UCIONb30BaTh B KAUECTBE CAMHCTBEHHOTO JOKA3aTEeNbCTBA AJIS
JUArHOCTUYECKOTO 3aKIFOUCHHUS.
Ha Bce Mou Bompock! ObIITH JaHBI OTBETHL, M Y MEHS OBIJIO HEOOXOAMMOE BpEeMs Ha IIPUHSITHE PEIICHHS.
[IpoBomMMOE MONEKYISIPHO-TEHETUUECKOE HCCIECIOBAHUE HUMEET OrpaHHuYeHUs W HE Bcerma JacT
BO3MOXXHOCTb BBISIBUTH BCE UMEIOLIUECS HAPYIIICHUS HACIECACTBEHHOTO MaTepuara.
Pesynprar wncciaenoBaHHs HE MCKIOYAET BO3MOXKHOCTM HAJW4YMs TEHETUYECKHUX HApyLICHUM, He
AHATU3UPYEMBIX B paMKaX UCCJIECIOBaHUS.
S moHuMaro, 4To nepe MPOBEACHUEM MOJICKYJISIPHO-T€HETUYECKOT0 UCCIEAOBAHMS U MTOCIIE TTOTYUYEHUS €T0
pe3ynbpraTa Heo0XoauMa KOHCYIbTaHs KBaTU(GHUITMTPOBAHHOTO MEIUITMHCKOTO0 PaOOTHHKA OTHOCHUTEIHHO
JIOOBIX PHCKOB, INATHO30B, JICYCHUS W/VITU IPYTHX TOTCHITUATLHO BaXKHBIX BOIIPOCOB 3/I0POBbS 3aKa34HKa.
Tombko MeAMIMHCKHN PabOTHUK MOXET OLCHUTh OOBCKTHUBHO IIOKA3aHWUS W IPOTHUBOMOKA3aHHUS K
MIPOBEJICHHUIO HCCIIEIOBAHMSA, [IEIeCO00Pa3HOCTh €r0 POBEICHHS.

6.1. B cayuyae oOHapy:keHUs] KIIMHUYECKU 3HAYMMBIX TreHeTHYEeCKIUX BAPUAHTOB, ACCOLMUPOBAHHBIX
¢ 3200/1eBaHMAMH, MaHN(eCTHPYIOIIMMH TOJBLKO BO B3POCJOM Bo3pacTe M (WIH) He WMEIOIIMMH
JeyeHusi, NPOoPUIAKTUKH, METOAOB KOPPEKIMH HAa MOMEHT BbIIa4d 0TYeTa, sl corjaceH(cHA)
NOJIYYHUTh MOJHYI0 HH(POPMALMIO 0 TAKOM pe3yJbTaTe.

1 Oda [ Her

6.2. 51 maro coriacWe yka3aThb B HaIpaBIICHWH, 3aIOJHAECMOM BpavyoM Iepei] TECTHPOBAHUEM, TOUHYIO
WH(POPMAITHIO O COCTOSHHU 30POBbS C MOHUX CIIOB M HMECIOMIECHCS METUITMHCKOH JOKyMeHTamud. S1
MOHMMA0, YTO Bpay W (WIHM) COTPYIHUK JAOOPATOPUU MOMKET CBS3aThCS CO MHOM IS TOJTyYCHUS
JIOTIOJTHUTEIIEHOW WH(OPMAITUH.

[ Hda [ Her

6.3. Pe3ymbTaThl HCCIICOBAHUS TaKXKE MOTYT OBITh HCIOJB30BaHBI JaOOpaTOpUEH i HAyYHBIX
WCCIIEIOBAHUHN W ISl YITyUIICHHS TUArHOCTHKH U JICYCHUS] TeHETHYECKHUX 3a0osieBaHuid. S moHUMaro, 4To
pe3ynbraT OyneT ocTaBaThbCs AaHOHHMHBIM M HEHASHTHU(HIMPYEMBIM BO BpEMsS aHaIN3a JAHHBIX M YTO
HUKAaKWe IMePCOHANBHEIC TaHHBIC HE OYAyT yKa3aHbl, B TOM YHUCIIE eCJIi JabopaTopus OYAET UCIOIb30BaTh
ee s OTYEeTOB WM TyOnmkanuid. Sl maro corjacwe Ha XpaHEHHWE W HCIIOJIb30BaHWE OOE3THMYEHHBIX
PE3yIIbTaTOB UCCIEAOBAaHUS B CTATHCTUYECKON 0Oa3ze MaHHBIX JabOpaTOpHH, a Take Ha MPeaOCTaBICHHE
PE3YJIBTATOB UCCIICIOBAHUS CIICIIHATUCTAM B 001aCTH TCHETHUKH IPYTUX OPTaHU3ALNN U YIPEKICHUM.

1 da [ Her
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