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JoroBop-oepTa Ha OKa3aHUE YCIAYT
r. MockBa

Hacrosimmii loroBop siBiasiercs nmyoauunoii ogeproii (c1.437 I'K P®) Ucnonnurens aapecoBaHHbI
HEOrpaHUYEHHOMY KPYTY 1eecrocOoOHbIX (PpM3NYeCKUX JIUIl U COAEPKUT BCe CyllleCTBeHHbIE YCI0BHS M0
okazanuiw Ucnonnutenem ycayru «llpeHernkce» (HaydHo-HMccleqoBaTeJbcKkass padoTra B 00JacTH
TeHEeTHKH).

TEPMHWHDBI U OIIPEAEJIEHUS

Hcenoanurens — OOIECTBO ¢ OrpaHMYeHHON OTBeTCTBeHHOCTHIO «LleHTp I'eHeTnkn m PempomykTuBHOM
Meaununasl  «EHETHUKO» (manee OOO «I'PM «EHETHUKOy»), OI'PH 1127747086543, WHH
7736650850, okaspiBaromiee 3akazumkam ycuyry «lIpeHeTnke» (HaydHO-HMCCIeqOBaTeNbCKass paboTa B
00J1aCTH TEHETHKH).

3aka3uuk w/mau KiaumeHT — nmeecriocoOHOe Gu3MUecKkoe JHUIO, aKIENTHPOBAaBIIee HACTOSIIYI0 odepTy Ha
HIDKEYKa3aHHBIX YCIOBHSAX.

Yeayra «IIpeHeTuke» (HAy4HO-HCCIeI0BATEIbCKAsE PadoTa B 00/IaCTH TeHETHKH) — HECHHBA3HBHOEC
MpeHaTaIbHOE TECTUPOBAaHUE IJI0Ja HA Hanuuue aHeymiouauil 13, 18, 21, X, Y xpomocoM myTtem aHanuza
cBoOOHO 1UpKynupyomed tioaHod JIHK B kpoBoTOke OepeMEHHOH IKCHIIUHBI C IMOCICAYIOIIHM
MOJICUETOM BEPOSITHOCTH POXKICHUS PEOEHKA C paclpoOCTPaHEHHBIMH XPOMOCOMHBIMH MATOJIOTHSIMU:
cuapomamu Jlayna, DnBapaca, Ilaray ¥ HEKOTOPBHIMH XPOMOCOMHBIMH aHOMAJIMSAMH C yYacTHEM ITOJIOBBIX
xpomocoMm (cunapomamu LllepemeBckoro-TepHepa, KnaitHpenbrepa, monuX-cHHAPOM, TMOJUY -CHHIPOM,
XXYY-cunapom). IlpencraBisier coOOH mMepcoHaIbHOE HAyYHOE HCCIICOBAaHME M HE SIBIsETCA
MEIULUHCKUM TUarHOCTHYECKHM TECTOM.

Perucrpaunonnass ¢popma u HudopmupoBaHHOe corjacue — TOKYMEHTHI, COJEpKAIINE€ OCHOBHBIC
CBEJICHHMSI, HCOOXOAMMBIC [Tl OKa3aHUs YCIYTH, U HAlPaBJISIeMbIe 3aKa3uuKy ISl 3aII0JTHCHUSI.

Caiit HcnonHuTesnsi — 3IEKTPOHHBI WHQOPMAMOHHBIN pecypc McmonHutesns, pa3MeUuIeHHBIH B CETH
UHTEpHET 10 ajxpecy WWW.prenetix.ru, mpenocrapisiiomuii  3akazunky HHOOpMaIMI0 00 yciyrax
Hcnonnutens u onnaiiH-cepBuc «llpeHerukc», obecneumBaromuii odopmieHne M oIiarty 3akasza Ha
OKa3aHUE YCIIyTH.

OBIIME ITOJIOKEHUSA

. Hactosmuii JloroBop siBisieTcss oUIIMANBHBIM TIpeaiokeHueM (ImyonnaHoit odeptoit) McmomauTens st

MOJTHOCTBIO JieecriocoOHOro (hu3nieckoro (ajnee - «3aKa3uuk»), KOTOpoe MPUMET HACTOSIIEE TIPeIIOKEHHUE,
Ha YKa3aHHbBIX HH)KE yCIIOBHSX.

B coorBercTBUM ¢ myHktoM 2 crathu 437 I'paxnanckoro Kogpekca Poccuiickoit ®enepauuu, B ciayyae
NPUHATHS W3JI0KEHHBIX HIDKE YCJIOBWH, (QU3MUYECKOe JIHMIIO, MPOW3BOJAIICE aKIEeNT JaHHOH odepTsl,
CTaHOBHTCS 3aka3zunkoM. B coorBercTBum ¢ myHkrtom 3 crathu 438 'K P® akuenTt odepTsl paBHOCHICH
3aKIII04YeHuIo JloroBopa Ha yCIIOBUSIX, 3JI0KEHHBIX B odepTe.

MoMeHTOM MOJIHOTO M 0€30rOBOPOYHOTO MPHUHATHS 3aKa3uMKOM MpeioskeHHs! VICTIONMHUTENs 3aKIi0YUTh
Horosop odepthl (akientoM odepThl) sBISETCS IMpocTaBieHWe Tanodku B monie "[IpuHuMaro ycioBue
norosopa" u Haxarue kaonku "Jlanmee" Ha caitte prenetix.ru. Texct Hacrosimiero Jlorosopa-odeptsl (naiee
10 TEKCTY - «JloroBop») pacmonoxen mo axpecy https://prenetix.ru/doc/dogovor-oferta.pdf

Axuentys Hacrosiyto odepry, 3aka3uuk jgaer lcmomHWTENnr cBoe corjacue Ha 00paboTKy ero
MEPCOHANBHBIX JAHHBIX, BKIIOYAIONIMX (DaMUIIMIO, UMS, OTYECTBO, IOJ, ATy U MECTO DPOXKISHUS, alIpec
PETUCTpaLuy 0 MECTY JKUTEbCTBA, aipec MPOKUBAHMS, KOHTAKTHBIN Tene(oH, aapec 3JeKTPOHHON MOYTHI,
JTAHHBIE O COCTOSIHUM CBOETO 370POBbA, 3a00JIEBAaHUSIX U MIPOYHE NaHHBIC, HEOOXOAMMEBIE ISl KAYECTBEHHOTO
okazanusi Yciuyru «lIpeHeTnkc», a Takke corjache ¢ MPaBOM OCYIIECTBISATh C TaKWUMH JaHHBIMH BCE
JefcTBUs, BKIIOYas cOOp, CHCTEMAaTW3alMi0, HAKOIUIEHHE, XpaHeHHe, OOHOBIEHHE, W3MEHEHHE,
00e3nMYrBaHue, HUCIOJNb30BaHNuEe, OJIOKMPOBAHHE, YHUYTOXKEHHE. 3aKa3uhuK COrjlaceH Ha Iepeaady
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TEeHETUYECKUX JIAHHBIX B OOE3MYEHHOHW (opMe TPEThbUM JIMIIAM C BO3MOXHOCTBIO JIAJIbHEHIIIETo
UCITIOJIb30BaHMs B HAy4YHBIX Ilensx. JlaHHOoe coriacwe JeicTByeT 0OecCpovYHO M MOXKET OBITh OTO3BaHO
3aka3unuKoM B JIFOOOH MOMEHT IyTEM HaIlpaBJICHUs B ajpec VICOIHNUTENS COOTBETCTBYIOLIETO 3asIBICHUSI.
3aka3unMK HeceT OTBETCTBEHHOCTH 3a JOCTOBEPHOCTh HMH(OpMalMu, MPENOCTABICHHOH NpH 3aloNHCHHN
perucTpanmoHHon (GopMBI 1 HHGHOPMHUPOBAHHOTO COTIACHS.

Axuenrtys Hacrosmyo Odepry, 3aka3unmk o00s3yeTcs JHYHO 3alOoJHHUTHh PErHCTPannoOHHYIO0 (opMmy u
MHPOPMUPOBaHHOE JOOPOBOJILHOE COTjlacue Ha MPOBEACHNUE HEMHBA3HMBHOTO MPEHATAIBHOTO TECTUPOBAHMUS
wioga Ha Hammuwe aneymownmmii 13,1821, X, Y xpomocom — «lIpeHeTHKC» W TOATBEPKIOAET CBOE
03HaKOMIIEHHE C COOTBETCTBYIOIIECH WH(OPMAITHEH.

2. I[Ipenmer gorosopa

ITo mnacrosimemy JoroBopy HMcmonnutens o0si3yercst okasbiBaTh yciayrd «lIpeHeTHKC» (BBIIOIHATH
HAY4YHO-MCCIIEIOBATENbCKYI0 Pa0OTy B 00JacCTH T€HETUKH) B COOTBETCTBHUH C YCIOBHSMHU K HACTOSIIEMY
Horoopy (mamee — ycmyru «llpenermkcy»), a 3akazumk o00s3yeTcs NPUHATH W OIUIATUTH YCIYTH
Hcnonuurens.

OcHoBaHMEM [T OKa3aHUs YCIIYT sIBIIsieTCS pa3Melienue 3akazunkoM y VcronHuTens 3akas3a, a UMEHHO:

- moctyruieane McmomauTento ot 3akazunka oOpasia s UCcleoBaHus (nanee - oopasel) U HeoOXOqMMBIX
JOKYMEHTOB;

- IIOCTYIJICHUE Ha CUCT HcnonnuTtens oriaTel YCIyru.

B mensx BemmonHeHus Hacrosmiero Joroopa McmomHuTenb MO CBOEMY YCMOTPEHHIO, 0€3 KaKoro-mmoo
CoIyIacoBaHMs ¢ 3aKa3uuMKOM, IPUBJIEKAET COHUCIONHHUTENEH, NpH 3TOM, VcmoiaHWTeNnb HeceT mepexn
3aKa3unKOM OTBETCTBEHHOCTD 3a JICHCTBHS TAKMX COMCIIOJTHHUTENEH KaK 3a CBOM COOCTBEHHEIE.

3. Mlopsinok oka3aHus ycJayr

Croumocts ycimyru «lIpeHeTuke» ompenensieTcss B COOTBETCTBHHM C JAecTByromuM [IpelickypanTom,

yTBepxaeHHbIM VcromauTeneM u pazmemenHoM Ha Caiire Ucnomaurens. H/C we obmaraercs.

Oxkazanue ycnyru «lIpeHeTHKe) ocyIiecTBIseTcs Ha YCIOBUAX MOTHOM MpeIBapUTEeIbHON OIIaTHI.

Omrara ycnyr McmomHuTeNs oCymIecTBIseTcsl 3aKka3uukoM B pyoisix PO mo0biM 13 CITOCOOOB, yKa3aHHBIX

Ha Caiite. MOMEHTOM OIUIaTHl MpPHU3HAETCA MOCTYIUIEHHE JIEHEXKHBIX CpeAcTB Ha cuer Mcmomnurens. B

clIy4ae He TOCTYIUIEHUS OIUIaThl, Npou3BeleHHOW 3aka3zunkoM uepe3 CalT, Ha OaHKOBCKHUH cyeT

Hcnonnurens, oka3aHue YCIyrd NPUOCTAaHABIMBACTCS, O YeM 3aKa3uMKy HAIPaBIIAECTCSA YBEJOMIICHHE IO

ajipecy MEKTPOHHOH MMOUTHI, TPEJOCTABICHHOMY 3aKa34uKoOM Mpu oopMIIeHUH 3aKa3a.

s nomyuenus yenyru «lIpenetuxc» 3akazunk o0s3yercs:

3.4.1. Omnnaruth B MOJIHOM 00bEME CTOUMOCTD yCiayru «IIpeHeTukey;

3.4.2. CamocrosiTenbHO obecnieunTh 3a00p OnomMarepuana (KpoBb) B PEKOMEHIOBAaHHOM lcmomHuTenem
3a00pPHOM ITyHKTE, TUOO B OTCYTCTBHE TAKOT'O - B BHIOPAHHOM CaMOCTOSITEIIBHO;

3.4.3. CaMocTosITeNbHO 3allOJHUTh M ToAmHucath WHPopmupoBanHoe cornacue (IIpunoxenune Nel) u
pPErucCTpalMoHHYl0 (GOpMy IO YCTaHOBJIEHHOH (opMe M MepeaTb YyKa3aHHbIE JOKYMEHTHI
Hcnonnutento BMecTe ¢ 00pa3oM dnomartepuana,

3.4.4. Tlo 3amnpocy HcmnosjHuTesnass NPeaOCTaBUTh JOMOJHUTEIBHYI0 HH(POPMAIMI0, HEOOXOIUMYIO IS
KaueCTBEHHOI' 0 OKa3aHus yciyru «lIpenertnkey.

Hagamom okaszaHusi yciayrw CUHMTaeTcsl JaTa MOCTYIUIEHHsS OnomaTepuaia M JOKYMEHTOB, YKa3aHHBIX B II.

2.4.3. B nabopatoputo McromHurens, npy yCIOBHM HOCTYIUICHHS OT 3aKa3uMKa OIUIaThl B MOJHOM OOBbeMe.

Jatoii BbeIMonHEHHs yciyru McnomHuTenem cuuTaeTcd JaTa IMOIy4eHHs 3aKa3uukoM pe3yJbTaToB

TE€HETHYECKOTO HCCIIEIOBAHNS.

Cpoxk okazanus yciayru «llpenernke» coctasnsier 12 (/[IBenaauars) pabounx AHEH ¢ JaThl Hayala OKa3aHHs

yciyru. McronHnTeNnb BIIpaBe 0Ka3aTh yCIyry AOCPOYHO.
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Otuer McnionauTtenst ¢ pe3yibraTaMH IMPOBEICHHOIO HCCIeN0BaHUS VICIOMHUTENh HAIMpaBIISICT HA ajpec
9JIEKTPOHHOH MOYTHl 3aKa3uuKa, O YeM JOMOJIHUTENIBHO YBEIOMIISET 3aKa3yhKa B CMC-COOOIIEHHH WM TO
TeneoHy, yKa3aHHOMY TIpH 3allOJHEHWH peructpanuoHHod ¢opmel. [lo TpebGoammio 3akazumka
Hcnonnutens HanpasigeT opuruHan OTyeTa OUTOH 1O afpecy, yKa3aHHOMY 3aKa3uuKOM.

Yeayru cuuTaroTCsl OKa3aHHBIMH B IIOJIHOM OOBEME W C HaIjIeKalliM KadeCcTBOM, IMPH OTCYTCTBUHU
MMICEMEHHBIX BO3PAKCHUH WMJIH MPETEH3UH CO CTOPOHBI 3aKa34rKa B TeUeHHE 5 (TIATH) KaJICHIAPHBIX THEH ¢
JaThl TOJIyYeHHs OT4YeTa IO Pe3ysibTaTaM TI'€HETHYECKOTO HCCIIEOBAaHMs, YTO PABHOCHIBHO MOIMHCAHHIO
3akazunkoMm AxTta 00 okazaHmu yciyr. lIpm 3TOM, moanvcaHWe AOMOTHUTENHHOTO aKTa IpHeMa-Tiepeaadn
OKa3aHHBIX ycnyr He TpeOyercs. Ilpm BO3HUKHOBEHMHM NpeTeH3MH 3aka3uWKy cileqyeT HX HalpaBUTb B
KJIMEHTCKHUI OT/IEI TI0 CIIEAYIONIEMY aapecy 3JIeKTpoHHO#M mouTsl: info@genetico.ru

B ciydae ecnu o KakuM-mr0O0 IpUYMHAM, HE 3aBUCSAIINM OT VcromHuTeNs n 3aKka3urka, OKa3aHue YCIIyT B
paMKax HaCTOSILET0 JOroBopa Ha KaKOM-THOO 3Tale OKaKeTCs HEBO3MOXHBIM, CTOPOHBI DPacTOPraroT
HACTOAIINKA JOTOoBOp. BHeceHHass cymma B pyOIsix, 3a BBIYETOM aJMHUHHCTPATHBHBIX PAaCXOJOB B pazMepe
500,00 (IlarbcoT) pyOIIeH, Bo3BpalaeTcs: 3aka3unKy 10 €ro 3asBJICHUIO.

B cnydae orkaza 3aka3umka OT OKa3aHWs yCIyT, MYTEM IMOJa4YM MMMCHbMEHHOTO 3asBJICHUS B JI000E
BpeMs 70 MOMEHTA Hadala OKa3aHWs YCIyT, ¢ 3aKa3uuka yAepKHUBaeTCs cymMMa (haKTHIECKH TMOHECEHHBIX
Ucnomaurenem pacxonos B pazmepe 500,00 (ILarbcoT) pyOneit. OctaTok CyMMbI B pyOJIsSIX, BHECEHHOH 3a
YCITyTH, 3aKa3aHHbIe 3aKa39MKOM, BO3BpAIaeTCA 3aKa34yrKy IO ero 3asBieHuIo B TedeHne 10 paboumnx JHEH.

4. OTBETCTBEHHOCTb CTOPOH

3a HEeHWCHOJHEHHE WM HEeHaJJIeXallee MCIOIHEHHE 00s3aTenbcTB 1o Hacrosemy Jlorosopy, CTopoHBI
HECYT OTBETCTBEHHOCTbh B COOTBETCTBUU C JEHCTBYIOIIUM 3aKOHOAATENLCTBOM Poccuiickoit denepanuu.
PazMep BO3MOKHOII OTBETCTBEHHOCTH VICIONHUTENST B CBSI3U C OKAa3aHHEM YCIYI OTrPaHUYUBACTCS
BO3MELICHHEM MPSIMOTO JEHCTBUTEIBHOTO yIepOa U He MOXKET MPEBBIIATH CTOUMOCTH Y CITYTH.
HcnonHuTens HEe HeCeT OTBETCTBEHHOCTH 3a HApYyILIEHHE YCIOBHUI JJOroBopa oQepThl, €ClIM TaKOE HapyIlleHHEe
BBI3BAHO JCHCTBHEM OOCTOSITENIbCTB HEMPEOJOTUMON CHIBI ((popc-Maxop), BKIIOYAs: IAEHCTBHS OPTaHOB
rOCYJapCTBEHHOHN BJIACTH, MOXap, HABOJHEHUE, 3eMJICTPSICEHUE, APYTHe CTUXUIHBIC ACHCTBHS, OTCYTCTBHE
3NIEKTPOPHEPIrUH W/MIM cOou pabOThl KOMITBIOTEPHOH ceTH, 3a0acTOBKM, TIpaXJaHCKUE BOJIHEHHS,
Oecropsiiky, JH00ble MHBIE OOCTOSTENLCTBA, HE OTPAHUYNBASCH NIEPEUHCICHHBIM, KOTOPhIE MOTYT HOBJIHAThH
Ha BBINOTHEHNEe VcromHuTEeNeM YCIIOBHIA HACTOSIIIIETO JOTOBOPA U HEMOIKOHTPOJIbHBIE McIomHHTENIO.

5. PASPEHIEHHUE CIIOPOB

Bce criopsl 1 pasHoriiacusi, Bo3HUKawIue Mexy CTOpoHaMH IO BOIIPOCAM HCIIOJIHEHUSI 0053aTeNbCTB 110
HacTosiemy  JloroBopy, OyayT paspemarbcs IyTeM TIEpErOBOPOB Ha OCHOBE JEHCTBYIOIIETO
3aKoHoarenbcTBa Poccuiickoilt denepauuu.

CTOpOHBI yCTaHABJIMBAKOT 00S3aTENIbHBIA JTOCYAeOHBIN (TPETCH3UOHHBIN) TOPSII0K Pa3pelICHHs CIIOPOB.
Cpok oTBeTa Ha npeteH3uro — 10 (necsTh) pabounx aHei.

B cnydyae HEBO3MOXXHOCTM pa3pelICHUs] CIOPOB MU PAa3HOIIACUM MyTEM MEpPEeroBOPOB OHH MOAJIEKAT
pPacCMOTPEHUIO B COOTBETCTBUM C JICHCTBYIOIIMM 3aKOHOIATENIbCTBOM Poccuiickoit @eaeparuu.

6. 3AK/JIIOYUTEJBHBIE IIOJOXKEHUA

Bce Bompockl, mpsMO HE TPEeIyCMOTPEHHBIE HACTOSIIHM JIOTOBOPOM, PETYIHMPYIOTCS HOpMaMu
JeicTByIOLIEro 3akoHoAaTenbcTBa Poccuiickoit @enepanuu.

Bce moxymeHTHI, BKJIIOYas YBEAOMIICHHS, COOOIICHUsS, IMOITBEPXKICHUs, MPEAYCMOTPEHHBIE HACTOSIIAM
JloroBOpOM, MOTYT OTHPABIATHCS IMOCPEICTBOM JJICKTPOHHOUW MOYTHI. CTOPOHBI MPHU3HAIOT FOPUIUICCKYIO
CHITy IOKYMEHTOB, HaIlPaBJICHHBIX/TIOJIYYCHHBIX C 3JICKTPOHHBIX ajpecoB CTOPOH.


mailto:info@genetico.ru

6.3. Hacrosmmii  JloroBop myOnukyercst VIcmoaHWTeeM IIyTeM pa3MEIIeHdHs Ha caiite prenetix.ru u
pacmipocTpaHseT CBOe JeiiCTBHE Ha BECh CPOK €€ MyOIMKaIiY 10 MOMEHTa €r0 OTMEHBI JTNOO0 3aMEHBI.

PexBusursl Ucnosinuresisi:

O01ecTBO ¢ OrpaHU4eHHOI 0TBeTcTBeHHOCTHI0 «LlenTp I'eHeTnku u PenpoaykruBHoii

Meaununsl "I'EHETHKO'"»

WHH 7736650850/KIIIT 773101001

IOpunnaecknit ampec:143026, r.Mocksa, Tep. CxonkoBo MuHoBanmonnoro Llentpa, yn. bynsap bonsmmoit 42 cr.1,
atax 1, mom. 334, pab. mec. 52

ITourorsrit aapec: 119333, r.Mocksa, yn.['yOkuna, 1.3, kopr. 1

p/c 407 028 100 3826 00 187 17 B [TAO «Co6epbank Poccunm» (r.Mockga), k/c 30101810400000000225,

BUK 044525225

OI'PH: 1127747086543, OKIIO 11695301

tenedon: +7 (800) 250-90-75,

email:info@genetico.ru, sedcaiit: http://genetico.ru/

I'enepanbhblii gupekTop Mcaes ApTyp AnexcaHIpoBHY
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ITpunoxenne Nel
k JloroBopy-odepre Ha OkazaHUE yCIyT

HNudopmupoBaHHoe corjiacue Ha NPOBeJeHUe HEMHBA3HBHOI'O NMPEHATAJIBLHOI0 TECTUPOBAHUS 10
Ha HAJIUYMe
aneymouauii 13, 18, 21, X, Y xpomocom - IIpeHeTukc

[Ipocbba BHMMATENHHO O3HAKOMHUTBHCS C MpPEACTaBICHHON HIDKe HHGpOpMaLUel mepea MpoBeleHHEM
reHernyeckoro uccienoanus B OO0 «llentp 'enernkn n PenpoxykruBroit Memnnnasr «'EHETHUKO»
(000 «II'PM "I'EHETHUKOQO"», nanee - VICTIOTHATETH)
1. Uenpb renernueckoro uccienoBanusi «IIpeHETHKC» 3aKIT0OYaeTCsl B aHalIu3e CBOOOAHO HUPKYIHUPYIOMICH
wionnoi IHK B kxpoBoTOKE OEpeMEHHOH >KEHIIUHBI C MOCIEAYIOIIUM TTOACYETOM BEPOSTHOCTH POXKICHHS
peO&HKa ¢ pacnpoCTpaHEHHBIMH XPOMOCOMHBIMM IAaTOJOTMsMU: cuHApoMamu JlayHa, DnBapaca, [latay u
HEKOTOPHIMH ~ XPOMOCOMHBIMH ~ aHOMAJMsIMA € y4acTHEM  TOJIOBBIX ~ XPOMOCOM  (CHHIpOMaMmu
epemeBckoro-Tepuepa, Knaitndensrepa, mnomuX-cuuaapoMm, mnomuyY-cuaapoMm, XXYY-cuHapom).
3aK04YeHHe IO pe3yiabTaTaM HPOBEIEHHOTO I'€HETHYECKOTO HCCIEIOBAHUS COCTAaBIIETCS HAa OCHOBE
ABTOMAaTHYECKOT0 IOACYETA BEPOSTHOCTU HAINMYMA y IUIOJA MEPEUUCIICHHBIX XPOMOCOMHBIX HapyLICHUH C
ucnonb3oBanueM anroputma FORTE.
2. IIpoBomumoe ncciieroBaHKE MTO3BOJIUT OEPEMEHHBIM JKEHIIMHAM M30€XaTh HEOIPaBJaHHBIX WHBa3UBHBIX
IpoLEenyp IS ONPeAeSIeHNUsI XPOMOCOMHOM aHOMAJIUH y TUIOJA.
3. HewHBa3uMBHOE NMpEHATAIILHOE TECTHUPOBAHKE TUI0A Ha HamnuKe aneyrionamii 13, 18, 21, X, Y xpomocom
«Ipenetuxc» mpencraBiseT coOoi MEPCOHATFHOE HAyYHOE HCCIeOBAaHHE M HE SBISIETCS METUIIMHCKUM
JUAarHOCTHYECKUM TECTOM.
4. Tlpy BBISBICHUM BBICOKOTO pPHCKA HAIMYMS Yy IUIOAa XPOMOCOMHOH aHOMalWW TO pe3ysbTaraM
uccnenoBanusi «lIpeHeTHKC» HEOOXOMUMO TMpPOBEICHHE TOATBEPKIAIONIEIO JAHArHOCTUYECKOTO TeCTa,
OIpeiesIeHHsI KapHOTHIIA IJI0Aa MO MaTepuaiy, MOJyYeHHOMY B XOJ€ MHBAa3MBHOW Hpouexypsl (Ouomcus
BOPCHH XOPHUOHA, aMHHOLICHTE3, KOPJIOLICHTE3).
5. OrpaHnueHHs TeHETHYECKOro nuccnemaoBanus «[IpeHeTukcey:

[Ipu ogHOIUIOAHOM OEPEMEHHOCTH MCCISIOBAaHKIE ONPEACIIAET aHSYILIONIUH ¢ KapruotunoMm: 47,XX,
+21;47,XY, +21; 47,XY, +18; 47, XX, +13; 47XY, +13; 45,X; 47, XXY; 47 XXX; 47, XYY; 48, XXYY.

[Mpu nByruionHONW OEpEMEHHOCTH HCCIEOBAHHUE ONpPE/EIsieT aHeYIUIOUINU ¢ KapuoTumom: 47,XX,
+21; 47XY, +21; 47, XX, +18;47XY, +18; 47,XX, +13; 47,KY, +13.
IlpoBeneHue ucciaeqOBaHUS BO3MOXKHO TOJBKO HauuHas ¢ 10 akymepckux Heneslb OepeMEHHOCTH
nanueHTKH. Ecnu OepeMeHHOCTh HAacTyNuiIa B pe3ysbTaTe 3KCTPAKOPIOPAIBHOIO OIUIOAOTBOPEHUS, TO IS
OTIpeIeIIEH s CPOKa OEPEMEHHOCTH K Jate in Vitro omiogoTBopenus npubasisiot 14 aueii.
HccnenoBanue HEe IPOBOAUTCS B CIIydasix:
- cpok O6epemeHHOCTH MeHee 10 aKymepcKux Heaelb Ha MOMEHT 3a00pa KPOBH [UIsl HCCIIEJOBAHMS,;
- KOJIMYECTBO IJIOJIOB MPEBBIIIAET /IBA;
- HaJM4Ms OHKOJIOTHYECKOTO 3a00JIeBaHUs y MAIlUEHTKH.
ITpu 3akaze uccnenosanust 5 xpomocom (21, 18, 13, X u Y) B penkux ciyuasx (menee 0,5%) pesynbrar
oOcyieIoBaHMsI OTpaXkaeT TOJbKO aHajau3 pucka Tpucomuii 21, 18 m 13 0e3 wuccienoBaHHs IOJIOBBIX
XpOMOCOM W ompejeneHus nona rioaa. COOTBETCTBEHHO, TAKOW aHalIM3 HE COJEPKHUT HHOOPMAIHIO O
pPHCKax MO aHEYIJIOWAUSAM IOJIOBBIX XpoMmocoM. MccienoBanue B 3TOM Cilydae CUMTACTCS BBIIIOJHEHHBIM,
CTOMMOCTbH HE BO3BpaIaeTcsl.
He pexomenmyercss mpoBeNeHHE HCCIEIOBAaHMS, B CIIydae YCTaHOBJIEHHOTO CHHIPOMA «HCYE3aIOIEero
OnuzHena» (rubesb OAHOTO IJIOAA MPH MEPBHYHO MHOTOIUIOAHOW OEpEeMEHHOCTH Ha PaHHHUX CPOKaXx),
MOCKOJIBKY BEJIMKA BEPOATHOCTh TIONyYEHHsS HEONpPENeJIeHHOro pe3yipTata. B ciiyyae oOTCyTcTBUS
pe3ynbpTaTa MOBTOPHOE MCCIeI0BaHIE HE TIPOBOIUTCS, CTOMMOCTD aHAJIN3a HE BO3BPAIAeTCS.
UccrnenoBanne aHEYTUIOMIUI 110 MOJIOBEIM XPOMOCOMaM, a TaKKe ONpeeNieHue mona Oyaymiero pedeHka,
BO3MOXXHO IPU yCJIOBUHU OJHOIUIONHOW OEpEMEHHOCTH W I10 JKEJaHMIO MAlMEeHTKU. B ciydae ABYMiogHON
OepeMEHHOCTH aHAJIN3 OTIPEJISIIeT HAJTMYNe WIM OTCYTCTBHE TUI0/Ia MYXKCKOTO TI0J1a, HO He IOKa3biBaeT, 00a
1012 WIKM TOJBKO OJIUH MY KCKOM.
BeposTHOCTD JT0KHOMOJOKUTENBHBIX ("'BBICOKUN PUCK" ISl 3YIJIOWAHOTO (C HOPMAaJbHBIM KapHOTHIIOM)
IUI0/Ia) MU JIOKHOOTPULATENBHBIX ("HU3KMHA pUCK" U IUIOJAa C TPUCOMHUEH) pEe3yJbTaTOB COCTaBJISIET



0,1%-5% B 3aBHCUMOCTH OT THIIa XPOMOCOMHOH aHOMaJWHW. [lONYyYeHHBI pe3yJNbTaT CTOHT
HHTEPIPETUPOBATh B COBOKYIIHOCTHU C JPYTUMU KIMHUYECKUMU KPUTEPHUSIMU.
B mpoBoauMoM rccliefoBaHUN HEBO3MOXKHO HCKITIOUUTH MIEPECTPOUKH XPOMOCOM, MHUKPOIYTUIMKALUOHHBIE 1
MUKPO/ICTICHUOHHBIC HAPYIICHHS, MO3aHYHbIE BAPHAHTHI XPOMOCOMHBIX aHOMAJIUK U APYTHe XPOMOCOMHBIE
nospexkaenus. Tect IlpeHeTnkc HeMH()OPMATUBEH NP AHEYIUIOUIUAX Y MALUCHTKH.
HccrnenoBanne He WCKIIOYAeT HAJMYUE Yy IUIOJA BPOXKICHHBIX IMOPOKOB U IPYTUX AHOMAJIMHM pPa3BUTHSL,
MOSTOMY HE 3aMEHSET IUIAHOBOE YJIbTPa3BYKOBOE OOCIEIOBaHWE MAllUCHTKHA B TOJIOKEHHBIE IJISI 3TOTO
CPOKH.
HccrnenoBanue He OUArHOCTHPYET PsA NATOJNOTWH, KOTOPbIE MOTYT OBITH 3aIllOA03PEHBI MIPHU MPOBEIECHUU
CTaHJApTHOTO OMOXMMHYECKOIO CKPUHHHTa OepeMEHHBIX, IO03TOMY HE 3aMEHSET PEKOMEHIOBAHHOE
CTaHJapTaMHu IJIAHOBOE 00cCJeqOBaHUE >KEHIIMHBI C ONpPEJCICHHEM YPOBHS CHIBOPOTOUYHBIX MapKEpOB B
KPOBHU.
Ha pe3ynbrar uccrneaoBanus BIHAET:

HaJIM4Me B aHaMHe3€e MalMeHTKH MepenBaHue KPOBH, MepecaaKka OpraHoB (BKIIOUYask KOCTHBIH MO3T),
JIEYCHUE CTBOJIOBBIMH KIIETKAMU;

MHJIEKC MacChl TeJla MalueHTKH cBoiiie 30;

MO3aMIU3M B COMATHYECKUX KIETKax Marepd, IUIoJa U ero 000JIOUeK, B KOTOPBIH BOBJIEYCHBI
UCCIIeIyEeMbIE XPOMOCOMBI;

OepeMeHHOCTh, HacTynuBInas B pedyiasrate IKO ¢ ncrnonp3oBaHreM TOHOPCKOW SIMIIEKIIETKA W TIPU
CyppOraTHOM MaTE€pHUHCTBE.
B MunumansHOM niporieHTe ciy4daeB (3%), B CUIIy METOJOJIOTHYECKUX OTpaHUYEeHUH, HEBO3MOKHO MOTYyYUTh
pesynbTaT ucciaenoBaHus. B Takux curyaumsx TpeOyercsi cpada  JOMOJIHUTEIBHOTO KOJMYECTBa
onomarepuana (20 M nepudepudeckoil BEHO3HOH KpoBu). CpoK HCCIIEAOBAaHMS NPU 3TOM YBEIUYMBAETCS,
MOBTOPHOE TECTHPOBaHUE U TPAHCIIOPTUPOBKA OMOMaTepHasa B 3TOM CiTydae JUis MalueHTKH OecIuIaTHO.
[TpubnuzutensHo B 1 -2% ciaydaeB pe3yabTaT HE MOKET OBITh MOJYYEH MO NPUYMHE HU3KOTO COAEPIKaHUS
BHeknerounoit JIHK mnona B nccnemyemom o6pasue kpoBu (Menee 4%). B Takom ciryuae Mbl peKOMEHIyeM
elle pa3 caTh KpOBb Ha OoJiee MO3JHEM CPOKe OEPEeMEHHOCTH C MOBTOPHBIM MPOBEICHUEM HCCIEIOBAHHMS.
Kpaitne peako mocie MHOBTOpHOro aHaiu3a cojepxkanue BHeknetouHod JIHK mmonma He nocturaer
MOPOroBoro 3HaueHus B 4% M paccyuTaTh PUCK HAJIMYMS aHEYIUIOWAMNH HEBO3MOXHO. B 3Tmx ciryuasx
pEKOMEHJI0BaHa KOHCYJIbTAI[Msl Bpaua-TEeHETHKa C LEJIbI0 ONpeAeNeHHs] HEeOoOXOAMMOCTH IPOBEIEHUS
MTOBTOPHOT'O MCCIIE0BAaHUS UITH, BO3MOXKHO, HHBa3UBHOM IHAarHOCTHKH.
IToBTOpHOE TECTHPOBAaHUE U TPAHCIIOPTHPOBKA OMOMaTepHraia B 3TOM ciydae JUIsl HallMeHTKH OecIlIaTHO.
HocroBepHass nHpopMaIysi 00 HCTOIH30BAHUN JOHOPCKOW WM COOCTBEHHOW sHTEKIeTKH B Iukie DKO
BJIMSCT Ha TMOJIyuYeHHE pe3ysibTaTa MCCIeAOBaHMA. B ciydae yka3aHusi HeBepHOU MH(OpMAIMK paccUuUTaTh
PHCK HAIMYMSA aHEYTJIOWANN HEBO3MOXKHO.
6. Bce nuunble paHHBle, Kacamomuecs Bac u Bammx poACTBEHHHKOB, Takke Kak M pe3yJbTaThl
TeHETHYECKOTO UCCIIEI0OBaHuUs, NPOBOAMMOTro HMcromHureneM, KOHQHUICHIMAILHBI U HE MOAJIekKAT Tepeiade
IpyruMm nunam 6e3 Bamrero cormacua. Oto3BaTh corjacue MO OJHOMY MM BCEM HHKETPUBEAEHHBIM
IMYHKTAaM BO3MOXXHO 0O€3 OOBSICHEHHS [ONOJHHUTENbHBIX HPUYMH A0 MOMEHTa IMOJYYEeHHUS pe3ysibTara
o0crenoBaHus.
Ha ocHoBanuu npencTaBieHHOW HHPOPMAITUH,
A, , JaTa poKACHUS , BBIpa)Kalo
corJiacue Ha IIpoBe/IeHHE
MEPCOHAILHOTO HAyYHOTO T€HETHYECKOT0 nccieaoBanus «lIpeHeTnkey mo npegocTaBieHHOMY 00pasiry
KpPOBH O C OIPEENICHUEM T10JI1a TUI0/1a OC ONPEACICHUEM aHEYIIIIOUAMH IO MOJIOBBIM XPOMOCOMAM.
Taxoke BeIpaXxaro Corjiacue:
O -TIpU TOJYYE€HUHN Pe3ynbTaToB «lIpeHeTHKC», CBUAETENhCTBYIONIMX B MOJIB3Y BBHICOKOTO PUCKA HAJIMYHUS Y
IJI0JIa XPOMOCOMHOM aHOMAaJIMM, U NPOBEACHUM YTOUYHSIOMIEH JUATHOCTUKMU ITyTEM MHBA3UBHOW IPOLELYPbI
C OIpelesieHHeM KapHoTHIa IUI0Ja, COTJlacHa MPeNoCTaBUTh VICTIOMHMTENIO0 pe3yibTaThl TaKoro
WCCIIETOBAHNS;
O - TocJie poXkIeHus! pebEHKa CorjacHa COOOIIUTH O TOJIE U COCTOSHUM 37I0POBbsI HOBOPOXKACHHOTO(0¥);
O - IpH HEOOXOAUMOCTH Pe3yJIbTaThl UCCIEIOBAHUI MOTYT OBITh MCIOJIB30BAaHBI B MEIUKO -T€HETHYECKOM
KOHCYJIETUPOBAHUH WJIM TEHETUYECKOM 00CIIe0BaHUN APYTHX WIEHOB MOEH CEMbH;




S corylacHa TpeIOCTaBUTh HCITOJIHUTEIIO JOIMOJHATEIRHBIE 00pasnbl cBoel KpoBH (10 20 MiI) B ciaydasx,
€Clii 3TO OOYCJIOBJICHO HAJMYWEM OrpaHUYCHWH, BIUSIONIMX HAa pe3yJbTaT HCCICIAOBAHHS W/WIU YIS
MIPOBEJICHHSI KOHTPOJIBHOTO UCCIICIOBAHHS;

Sl cornacHa MOMYYUTH TOJHYIO MH(POPMAIIMIO MO0 PE3yJIbTaTaM HCCIICIOBaHMs, B TOM YHCIE IPH BHISBICHUU
BBICOKOT'O PHCKa XPOMOCOMHOU MATOJIOTHHU Y TUI0JA.

S cormacHa, 4YTO pe3yNbTaThl HWCCIEAOBAHHUS MOTYT OBITh IEpelaHbl JieHalieMy Bpady, COTJIacHO
uHGOpPMAIUH, YKa3aHHOW B PErUCTPAIIMOHHON (hopMe.

S npouHpOpMHUPOBaHA, YTO MIPOBOJMMOE TCHETHUYECKOE MCCIIe/IOBaHIE UMEET OTPAaHHYCHUS U HE BCeTIa JaéT
BO3MOXXHOCTb BBISIBUTH IIPUCYTCTBYIOIINE HAPYIICHUS HACIICACTBEHHOTO MaTepHaia.

[MonmuceiBass MaHHBIA JOKYMEHT, sI Jal0 COIJIACME Ha IPOBEJCHHE TI'C€HETHYECKOrO HCCIICIOBAHUS
[Ipenerukc", Oymydn OCBEIOMIICHHBIM B OIPaHUYCHHUAX JIAHHOTO TeCcTa. MHOIO MOJyYeHBI B IIOJTHOM 00beMe
pa3bsACHEHHs Ha BO3HHUKIIKE BOMPOCHI, Kacaromuuecs ucciaenoanu’Z/

n

Hcnonp3yemble TEpMUHBIL:

AHeyniouaus - IaTOJIOTHYECKOE U3MEHEHHE XPOMOCOMHOTr0 Habopa.

Buomarepuan - oOpaser; OMOJIOTMYECKOTO MaTepuala, MCIOJIb3YEMbIH Ui MPOBEICHUS T€HETHYECKOTO
HCCJIEIOBAHUSI.

JHK - monekyna, cocrtosimas U3 OTAEIbHBIX OyKB (HYKJICOTHIOB), B IIOCIEIOBATEIBHOCTH KOTOPBIX
3aKOAMPOBaHa HACIEACTBECHHAS HH(OpMAILKS YET0BeKa.

Kapuortun - XxpoMocoMHBIi HabOp yestoBeKa.

KapuoTunupoBanme - ompeerneHre XpOMOCOMHOTO Habopa C TIPUIETBHBIM HM3Y4YEHHEM KOJMYECTBA
XPOMOCOM H UX CTPYKTYPBI IOJ MUKPOCKOIIOM.

KTP - xorm4nko-TeMEHHON pa3Mep y Iioaa

O6caenyemas - OepeMeHHas )KEHIMHA, Yei OnoMaTepua MpeJoCTaBIeH JJisl IPOBEACHUS TECTHPOBAHMUSL.
IIMII - nocneauuii MeHCTpyanbHbI HUKA Y3H - yabTpa3ByKOBOE HCCIIEJOBAHUE

Tpucomusi - HapylmeHHE XPOMOCOMHOTO Habopa, MpH KOTOPOM BMECTO JIBYX XPOMOCOM T'OMOJIOTHYHOMN
Mapel IPUCYTCTBYET TPETHS JOIMOIHUTEIbHAS.

XpoMocoMma - TIIaBHBIN 3JIEMEHT KJIETOYHOTO si/ipa, OCHOBY KOTOPOI'O COCTaBJIseT KOMIIAKTHO yIaKOBaHHAas
Monekyna JTHK.

IKO - 3KCcTpaKopropasbHOE OIJI0I0TBOPEHUE

Tloamuce

Hata




