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HACTOSIIINM COTJIaCHeM MOJATBEPK A0, YTO MPOUH(DOPMHUPOBaH(a) ¥ IOHUMAIO CYTh HIDKECIICTYOIIETO:

1. Yro Takoe CeKBeHUPOBaHUE IIOJIHOI0 FeHOMA

CekBeHHpOBaHMe TNOJHOI0 FeHOMa (Jlajiee — MOJICKYJISIPHO-TEHETHYECKOE HCCIEeIOBAHUE) — 3TO KOMILJIEKCHOE
TEHETUYECKOE UCCIIEAOBAHNE, KOTOPOE NPENOCTaBIAET BO3MOXKHOCTb OJHOBPEMEHHOIO aHA/IN3a HECKOJBKUX ThICAY
TeHOB, OTBETCTBEHHBIX 3a 3J0pOBbe. lcciemoBaHue MPOBOIAMTCS METOAOM ITOJHOI€HOMHOTO CEKBEHHUPOBAHHUS CO
cpenHel TTyOMHON POYTEeHUS HE MeHee 5X 1 IMITyTaliel JaHHBIX (TTOJTHOE CEKBEHUPOBAaHNE TEHOMA, a/TATITHPOBAHHOE
JJI aHAJIn3a OTACJIBHBIX 'CHETHYCCKHUX BapI/IaHTOB).

2. Kak BbinoJiHsieTcss CeKBeHMPOBaHUeE MOJHOI0 FeHOMAa

3aka3uuk — yeit buomarepuan npegocTaBiieH A7 NPOBEIEHUS MOJIEKYIISIPHO-TEHETUYECKOTO HCCIIEIOBAHNS.

Buomarepuan — oOpasen OHOJNOTMYECKOrO MaTepuania, HCIOIb3yeMbId ISl TPOBEACHUS MOJCKYISPHO-
TeHETHYECKOT0 CCIIEJOBaHMsI, B JaHHOM clIy4ae — 00pa3el] BEeHO3HOH KpoBH 3aKa3uHKa.

Iesib MOJ1EKYJISIPHO-T€HETHYECKOI0 UCCIeJOBAHUS — OTIpEIeIeHIEe HHANBUIYAIBHBIX 0COOCHHOCTEH 3aKa3uuKa
— TEHeTUYeCKUX BapHaHTAaX, aCCOIMMPOBAHHBIX C MHAWBUAYaJbHON peakinueil Ha He MeHee, yeM 50 JIeKapCTBEHHBIX
npenapaToB. OT4eT Mo pe3ynbTaTaM MPOBEIECHHOTO MOJIEKYJSIPHO-TEHETHYECKOI0 HCCIEJOBAaHMUS COCTABIAETCS Ha
OCHOBE COBPEMEHHBIX 3HAaHUH B 00J1aCTH MEJULMHCKON TEHETUKU U HAYKH.

MoJekynapHO-TeHeTHUECKOoe  Hccie/joBaHue  Oe3omacHO il 3akazymka.  MOJeKyIspHO-TeHETHYECKOe
WCCJIEIOBaHNE TPOBOJUTCS MIPU TIOMOIIK COBPEMEHHOTO BBICOKOTIPOM3BOAUTEIHFHOIO METO[a CEKBEHUPOBAHUS BCETO
reaoma — Next Generation Sequencing (NGS) ¢ riyOMHOH mpodTeHHs He MeHee 5X B jabopaTopuu oOIecTBa C
OTpaHMYEHHON OTBETCTBEHHOCTHIO «3IBoren» (OO0 «DBoren»), aapec mecroHaxoxaeHus: 115191, r. Mocksa, 4-i
Pomunckwmii npoesn, mom 20, crpoenne 1, MHH 7728436684, OI'PH 1187746691714.

3. YTo BBIABJISIET MOJICKYJISAPHO-TEHETHYECKOE HCCIIeJ0BAHUE

HccnenoBanre BBISBISIET KIIOUEBbIE TEHETHYECKUE MapKephl, BIUSIONIME HA aKTHBHOCTH (PEPMEHTOB, KOTOpHIC
MeTaboNM3UPYyIOT JIeKapcTBa. DTO OMNpefenseT MX pPEeXUM J03UpPOBaHMS (CTaHAapTHAs WIM WHAWBHIYyaJIbHAS
JO3MPOBKA), PHUCK pa3BUTUS TOOO0YHBIX 3()(exkToB, HEOOXOAMMOCTb aNbTEepHATUBHOW Tepamuu. Pesynbrar
UCCIIeIOBaHuUs mpenocTaBisieTcst B Bujae reHerndeckoro ordyera «KEVOGEN I'enernka u nexapctBo», B popmate pdf
copepKalmii HHOPMAIIUIO 110 CIIAYIOLIUM JICKAPCTBEHHBIM IIperapaTam:

I'pynna npenapatoB Me:xayHapoaHoe HemaTeHTOBAHHOe HANMEHOBaHHE

CpencrBa 171 Te4eHUS aJUIOIyPHHOJ, a3aTHONPUH

PEBMATOJIOTHYECKUX 3a00IeBaHUI

CpencTBa AJ1s1 HAPKO3a uzoquypas, ceBoduiypaH, gecqypat, rajJoTaH

Cpenctsa A1 ieueHus! 3a001€BaHUMI Kj00a3aMm, Auaszenam, EeHUTONH, aMUTPUIITHIINH, BEHIa(paKCcHH,

HEPBHOW CHCTEMBI WMUIPAMUH, KIOMUATIPAMHH, TTAPOKCETHH, CEPTPAIIIH,
[UTAIIONPAM, aPHUITUIPA30JI, KIO3aIUH

CpenctBa a1 ieueHUsI HHPEKIIMOHHBIX TFeHTaMHLIMH, T3rUHTEpdEepoH anbda-2a, QIyKIOoKCaUUINH,

3aboseBaHuit HEBUpANWH, e ruHTepdepoH aibda-2b, BOPUKOHA30I,
aTaszaHaBup, 3(aBUpEH3, JOIyTETrpaBUp, abaKaBUp




CpenctBa, yMeHbIIamOIKe 00J1eBOM noympodeH, TIOPHOKCHKAM, MEJIOKCUKAM, TUPOKCUKAM,

CHHIIPOM TEHOKCHKAM, TPAMaJIoJI, KOJCHH

CpencTpa 1151 JIeueHHUsI 3a001eBaHuU JICKCIIAaHCOTIPa30J1, TAHCOMPA30JI, OMENPa3o, MaHTOMPa3oJ,

eIy TOYHO-KHIIEYHOTO TPAKTA pabenpazoli, 330Menpasoll, OHJIAHCETPOH

CpencTsa 11s1 IeueHUsI 3a001eBaHuUiA ATOMOKCETHH, KapBEAUJION, aCTUPUH, KIOMUI0rpe, BaphapuH,

CEep/ICYHO-COCYTUCTON CUCTEMBI METOMPOJION, ATOPBACTATHH, TPABACTATHH, PO3yBACTATHH,
CHUMBACTaTHH, (pyBacTaTun

CpencTsa 11 JeYeHHsI TYOepKyse3a HM30HHAA3HU]T

[IpoTHBOOITYyXO0JIEBEIE CpPEICTBA KarenuTadbuH, kapOdaMa3ernuH, MepPKaNnTomypuH, METOTPEKCAT,
THOTYaHHH, PTOpypanui, IMCIUIATHH, SPJIOTHHUO, MPHHOTEKAH

Pesynprar mccnenoBaHus, HE CONEPXKUT BBIBOJAOB OTHOCHTENFHO: JWAarHo3a 3aKazyhKa, HAIAYHS/OTCYTCTBUS y
3aka3urika 3a00JICBaHUMN, ONIPE/ICIICHUS] COCTOSIHUSL OPraHU3Ma WX OCJIOKHEHUH B OpraHu3Me 3aKa3yuKa.

WuTepriperaniuss pe3yibTaToOB HMCCIACIOBAHUM COMCPXKUT HHPOPMAIMIO JUIS JICUAIIEro Bpadya U HE SBISCTCS
nuarHo3oM. MHQopManuio 3TOro TeHEeTHYeCKOTO HWCCIIENOBAHHUS HENb3sS HCIIONB30BaTh I CAMOAWATrHOCTHKU U
caMosicueHusl. TOYHBIM [OUMAarHo3 M KOPPEKLUHIO TEpamuy CTaBUT Bpady, HUCIOJB3Yysd KaK pPE3yJbTaTbl JAHHOIO
oOcienoBaHusl, TaK ¥ HYXKHYH HH(OPMAIUIO M3 JPYTHX HCTOYHUKOB. aHAMHE3a, JIAHHBIX OCMOTpa U PE3yJIbTATOB
JIPYTUX aHAJIU30B.

Baxxno! OxoHuarenpHOE pelieHre 0 HA3HAYeHNH, 3aMEHe WIIH H3MEHEHNH JO3UPOBKH IIperapara MPUHUMAET TOJIBKO
Jleyauum Bpad.

Pesynbrar MOJIEKYJISIPHO-TEHETHYECKOTO HCCIIe0BaHus OyneT rotoB B TedeHuu 30 pabouux IHEH ¢ MOMEHTa
MOIITMCAHMSI JAHHOTO COTJIACHS | MoNTydeHus: buomarepuarna nabopatopueii.

4. 3HauyeHHe pe3yJbTATOB

ITo pe3ynprataM MONEKYJIAPHO-TEHETUUECKOTO UCCICIOBAHUSI PEKOMEHI0BAHA KOHCYIbTALMS Bpaya-reHeTHKa,
KITMHIYECKOTO (hapMakojora, a TaKXKe MOXET NOoTpeOOBaThCs KOHCYNBTAIUSA APYroro NpodWIBHOTO Bpada-
crienManucTa. BaXHO OTMETHTB, 4TO OOBSCHEHHE TEHETHYECKHX OCOOCHHOCTEH BIMSIONIMX Ha MeTaboJM3M Bcex
BO3MOXHBIX JIEKAPCTBEHHBIX MPENAapaTOB M0 PE3YJIbTaTaM MOJEKYJISIPHO-TE€HETUYECKOTO UCCIEAOBAHMS HEBO3MOXKHO.
Takxe HEBO3MOKHO C MMOMOIIBIO MOJIEKYJISIPHO-T€HETUYECKOIO UCCIEAOBAHMS UCKITFOUUTh PUCK BO3SHUKHOBEHUS BCEX
HEXXeNaTeNbHBIX TOOOYHBIX peakuii s 3aKa3unKa 1 WICHOB €r0 CEMbH.

Bce nuuHbIe naHHbBIC, Kacaroluecs 3aKa3yrKa U €ro pOJICTBEHHUKOB, CTPOro KOH(MHUACHIUAIBHEI K HE MOTYT OBITh
MepEeAaHbl IPYTUM JILIAM MHAYe, KaK ¢ coriacus 3aka3urnka. Bel MokeTe 0TO3BaTh CBOE COIUIacHe MO OTHOMY WJIM BCEM
HIDKCTIPUBEAEHHBIM ITyHKTaM B JIF000€ BpeMs 03 00bSICHEHUS TOTIOTHUTEIBHBIX TPUYHH.

buomarepuain, mnoilydeHHBII B LEJNSIX MPOBEJAEHUS TEHETHYECKOTO WCCIENOBAaHUS, HE coaepkamuii Bamm
MepCOHANIbHBIE JlaHHBbIE (B AaHOHUMHU3WPOBAHHOM BHJE), MOXET OBITh HCIIONB30BaH [UIS TPOBEIEHUS HAyYHBIX
HUCCIIEJOBAaHUH.

[Tpu HeOOXOIMMOCTH U € coTIacHsl 3aKa3urKa pe3yIbTaThl MOJIEKYIIIPHO-TEHETUIECKOTO HCCIIEA0BAHHS MOTYT OBITh
UCIIOJIb30BaHbl MPU MEIUKO-TCHETUYSCKOM KOHCYJIbTUPOBAHUM WM TC€HETUYECKOM OOCJICIOBAHUM JIPYTHX YICHOB
ceMbHU 3aKa3uuKa.

Pe3ynbrarsl MOJIEKYJISPHO-TEHETHYECKOIO HMCCJCIOBAaHMS MOTYT OBITh HCIIOJIB30BAaHbI JICUAIMM BpaduoM IS
JaNbHENIIero HabI0AeHHs, 00CIeIOBaHHS U IEPCOHATN3AINH JO3UPOBOK JIEKAPCTBEHHBIX CPEACTB I 3aKa3zdyHKa.

[lonydyennsle 1O pe3ynbraTaM MOJIEKYISIPHO-TEHETUYECKOIO HCCIENOBAHUSA [JAHHBIE, OTPAKalOT TOJIBKO
TeHETUYECKHUE OCOOCHHOCTH U MIPEIPACIIONIOKEHHOCTH. Sl TOHUMAar0 ¥ MPUHUMAKO, YTO JIIOObIE AeWCTBUS, OCHOBAaHHbBIE
Ha pe3yjbraTax OTYeTa WM CBS3aHHBIC C HHMM, HAlpaBJIICHHbIC Ha JICUCHHUE, JIUATHOCTUKY WJIM HWHbIE (HOPMBI
MEIUIIMHCKON TIOMOIITA MOTYT OBITh TTPOBEACHBI HCKITFOYUTENBHO TI0CIIE KOHCYIBTAIUN C BPAYOM-CIICIIHATTUCTOM.

5. IIpaBo oT3bIBa

3aka34unMK MOXET OTO3BaTh CBOE COTJIacke Ha MPOBEJICHNE MOJICKYIIIPHO-TEHETHUECKOT'O UCCIIEJOBAHUS ITOTHOCTHIO
WIN YacTUYHO B JI00oe BpeMsi 0Oe3 yKazaHHs NPUYMH MyTEM HampaBiieHHS B aapec OOIIECTBa C OrpaHHMYCHHOU
OTBETCTBEHHOCTHIO «IBoreH» (OO0 «DBoreny»), aapec MectoHaxoxmeHnwus: 115191, r. Mocksa, 4-it PomuHckwmii
mpoes, aom 20, ctpoenue 1, UHH 7728436684, OI'PH 1187746691714 cOOTBETCTBYIOMIETO MICBMEHHOTO JJOKYMEHTA
no modre, MO0 Mo 3neKTpoHHOH moute info@evogenlab.ru nubo myreM BpydYeHHS €ro JMYHO NPEACTABHUTEIIO
00O «32Boren».

3aka3uMKk MMeEeT MPaBO HE IMoNy4yaTh MHOOPMAIHIO O PE3yNbTaraX MOJEKYISIPHO-TEHETUYECKOTO UCCIIeIOBaHUS
(«IIpaBo HE 3HATBHY»), OCTAHABIMBATH STAIbl MOJEKYJIIPHO-TEHETHYECKOT'O HCCIIEIOBaHUs, KOTOphIe OBUIM HA4aThl B
nroboe BpeMsi 10 MOJNY4YEHUs! pe3yjbTaToB, M TPeOOBAaTb YHHYTOKEHHS BCETO HCCIEAYEMOro MaTephala U Bcex
COOpaHHBIX Pe3yJbTaTOB.



[ToanuceiBast NaHHBIN TOKYMEHT, S,

(®HUO 3akaszuuxa)

MOATBEPIKIAK0, YTO Ha OCHOBAHUH MPEAOCTABICHHOM HH(OPMAIIUU J00POBOJIBHO, 0€3 MPUHYKIACHHS, TPHHSI(a)
peleHre 0 MPOXOXKAESHUH MOJEKYIIPHO-TEHETUIECKOTO HCCIEIOBaHUS, O YeM Jal0 CBOE COrjlache OOILECTBY C
OrpaHNYEHHOH O0TBETCTBEHHOCTHIO «DBoren» (OO0 «3IBoren»), anpec Mectonaxoxaenus: 115191, r. Mocksa, 4-i
Pommunackuii mpoesn, oM 20, ctpoenune 1, MHH 7728436684, OI'PH 1187746691714.

6. S npounrtan(a) U MOHAJI(A) BbINIEU3T0KEHHOE NMUCBMEHHOE O0bSICHEHME CYTH U 0CO0eHHOCTeH
MOJIEKYJISIPHO-T€HETUYECKOr0 UCCJIeJOBAHUS.

S moaTBepxma0, 9TO MHE OBUTH JaHbI TOJNHBIE Pa3bsCHEHHUS O COCTaBe OTYETa, s IOHMMAI0 W IMPUHUMAIO BCE
BO3MOJKHBIC PUCKH U TIOCIICICTBUS IMOJTyYCHUS 3ToM HHPopMaruu. JIro0ast OlleHKa MHOIO WITH JIUIIAMH, KOTOPBIM 5 10
CBOCH HHHUIIMATHUBE MPEIOCTABIIO TMOIYYCHHBIC B PE3yNbTAaTe JAHHOIO HCCIEIOBAHUSL NAHHBIC, HOCUT CTPOTO
CyOBEeKTHBHBINA XapaKTep.

S moHMMaro, 9To MOTydeHHBIE MHOIO PE3yIbTaThl UCCIEAOBAHUSI MOTYT TOCTYXUTh IPUYNHONW HEMPUHATHUS CeOs
Y CBOMX T'€HETHYECKUX OCOOCHHOCTEH.

A momyumn(a) MCUEPHBIBAIONIYI0 HH()OPMAIMIO B OTHOIIEHHH BO3MOXKHBIX K BBISIBICHHIO T€HETHYECKHX
BapHAHTOB, IIETM U 3HAYNMOCTb IJIAHHPYEMOTO MOJIEKYISIPHO-T€HETUIECKOTO NCCIICIOBAHNS.

S moHuMaro, 4TO NAHHOE MOJICKYJISPHO-TEHETUYECKOE HCCIEIOBAHUE HE MPEIHA3HAYECHO [JISl MOCTAHOBKU
JMarHo3a W €ro HeJb3s HCIOJb30BaTh B KauecTBE E€AMHCTBEHHOIO J0KAa3aTeNbCTBAa JUISI JAMArHOCTUYECKOTO
3aKJTFOYEHUS.

Ha Bce mon BOIIPOCHI 6I)IJII/I JaHbl OTBCThBI, 1 Y MCHA 6I)IJIO H€O6XOI[I/IMOC BpPEM: Ha pa3MbIIIJICHHUEC.

[IpoBomMOE MOJIEKYISIPHO-TEHETHUECKOE UCCICAOBAHNE UMEET OIPaHMUYCHUS U HE Bcerja JAaéT BO3MOXKHOCTh
BEISIBUTH BCE MMEIONINECS HApYIIIEHUS HACIEICTBEHHOTO MaTepraa.

Pesynprar uccnenoBaHus He HCKITIOYAET BOSMOKHOCTH HATMYHS T€HETHUYCCKUX HAPYIICHHA, HE aHATTU3UPYEMBIX
B paMKaXx MCCJICIOBaHUS.

S moHmMaro, 9To Tepea MPOBEICHUEM MOJICKYISIPHO-TEHETHYECKOTO HCCIEOBAHUS W TOCTE MONTYYCHUS €ro
pe3ynbTaTa HeoOXOoAuMa KOHCYIhTAlWs KBaTH(UIIMPOBAHHOTO MEIUIIMHCKOTO pa0OTHUKA OTHOCHUTEIFHO JHOOBIX
PUCKOB, JUArHo30B, JICHCHUA I/I/I/IJII/I APYrux MOTCHUHUAJIBHO BaXXHBIX BOIPOCOB 310POBbLA 3aka3zunka. ToJbKO
MCI[I/IIH/IHCKI/Iﬁ pa6OTHI/IK MOXKET OLCHUTH O6’I)CKTI/IBHO IMOKasaHud W IPOTHUBOINOKAa3aHUsA K IIPOBCACHUIO
WCCIIETOBAHNS, 11eIeCO00Pa3HOCTh €0 MPOBEICHUSI.

A Jaro corjacue Ha To, YTOOBI PE3YIBTATBI MOCTO UCCIICAOBAHUSA U I/IH(bOpMaHI/IH O BBIBJICHHBIX I'€CHCTHUUYCCKHUX

puckax o pe3ynbTaTam MOJIEKYJISIPHO-T€HETUIECKOTO HCCIICIOBAHMUS ObLIH OTIIPaBJICHEI
B 5
aJipec: , UHH , TEIIL.

s MNOHUMAKD, HYTO O MOHUX DPE3YJbTaTaX MOKET OBITh COO6I].I€H0 qepe3 MCEAULHUHCKOI'O pa60THI/IKa
, 1 9TO MHC MOXCT HOTpe6OBaTBC$I CBA3aThCA C HUM JIA TTOJTYYCHUSA

pe3yIbTaTOB UCCIIEJOBAHNS.

6.1. 51 maro coryacue ykas3aTh B JOKYMEHTaX, 3allOJHIEMBIX IE€pe] UCCIeJOBaHUEM, TOUHYI0 HH(OpMALHIIO O
COCTOSIHMM 37I0pPOBbSI C MOMX CJIOB M HMMEIOIIeHcS METUIIMHCKONW NOKyMeHTaluu. S moHuMaro, 4To Bpad U (WIIN)
COTPYZIHHK JJAOOPAaTOPUU MOXKET CBSI3aTHCSI CO MHOM /IS ITOJTYYEHUS IOTIOJIHUTEIbHON HHPOPMALHH.

[ Ha [ Her

6.2. PesynpraThl HCCIEIOBAaHUS TaKXXE€ MOTYT OBITh HCIIONB30BAaHBI JJISI HAyYHBIX HCCIENOBaHMM M Ui
YIIy4IIEHHUs] TUarHOCTUKH U JICYEHHS] TeHEeTHYeCKHUX 3a0oneBaHui. Sl moHMMAal0, 4yTO pe3ysibTaT OyJeT OcTaBaTbCs
AQHOHMMHBIM W HEHJICHTU(QHIIMPYEMbIM BO BpeMsl aHaIH3a JAHHBIX M YTO HUKAKKe [IePCOHANbHbIC JJaHHBIE HE OYIyT
yKa3aHbl, B TOM YHCIIe eciy JabopaTopusi OyaeT NCIOIb30BaTh €e I OTYETOB MM IyOnukanuii. S nato cormacue
Ha XpaHEHHWE W HUCIOJIb30BaHHME OOE3JMUYCHHBIX PE3YJIbTATOB HCCIEAOBAaHHMA B CTAaTUCTUYECKOH Oaze MaHHBIX
nabopaTopuy, a Take Ha NPEIOCTABICHUE PE3YJIbTATOB UCCIIEIOBAHMUS CIIEHUAINCTaM B O0JIACTH T€HETUKU APYTHX
OpraHu3allii U yUpEeKICHUN.

1 Hda [ Her

6.3. Hewcnonbs30BaHHbIN OMOIOTHYECKUI MaTeprall MOXKET OBITh HCIIOJB30BAH B HCCIICA0BATEIILCKUX HENSIX
JUTSL YIYUIICHHUS TUArHOCTHKU 3a0ojieBaHuid. $1 maw cormacue Ha aHOHMMHOE XPAaHEHHWE M HCIOJIb30BAHHE MOETO
OCTaBIIIETOCS OHMOJIOTMYECKOTO Marepualia C IIeNbl0 00ecCleueHus] KadecTBa MCCIEAOBAHUS M TOCIEIYIOIIEro

3



OTCJIC)KUBAHUA PE3YJILTATOB MOCJIC TECCTUPOBAHUS. bl JAaro COrimacue Ha aHOHMMHOC XPpaHCHUC U UCIIOJIB30BaAHUC MOCTO
OHOIOTUYECKOTO MaTtepuaia i YIydlICHUSA TUArHOCTUKU U JICHCHUA TCHECTHUYCCKUX 3a00J1¢BaHMIA.

1] Jda [ Her

CBoeii TONNUCHIO 5 Jal0 corviacue Ha MPOBENCHHE MOJIEKYIIPHO-TEHETHUECKOTO UCCIeIOBaHMUS U HEOOXOIUMBIH
JUTSE 5TOTO 3200p KpoBU. MHE H3BECTHO, YTO AaHOHUMHEBIE OTUETHI 1 briomarepuai He MOTYT OBITh YHUYTOXKEHBI 110 MOEH
mpockOe mocie aHoHUMH3aIud. S cormaceH(Ha) ¢ TeM, 9TO IOCIIe aHOHUMU3AIWH JIF000e MpaBo COOCTBEHHOCTH Ha
otuetsl 1 buomarepuan npunannexatr OOO «IBoren».

(IToonucw 3akazuuxa) (Hama)



