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MONEKYNAPHOEe KapuoTUNUpPoBaHMe

TECT WA ONPEAETEHNA TTPNHINH
HEBbIHALLIMBARVIA BEPEMERHOCT W

Bce BMabl XPOMOCOMHOI0 TECTUPOBAHWA OTIMYaloTCa Apyr OT gpyra. MonekynapHoe
KapuotunmpoBaHme Ontuma — 3T0 eANHCTBEHHbBIN METO4 TECTUPOBAHWUA MPOAYKTOB
ONA040TBOPEHUSA, CO34aHHbIVM HA Ba3e XPOMOCOMHOIO MVKPOMAaTPUYHOIrO aHanmaa.

MonekynapHoe kapuotunupoBaHue «OlNTUNMA»
NMOMOXET OTBETUTb HA BONPOCHI BaLLUUX NALUEHTOB:

- [loyemy 31O NPoOM3oLWI0?
- [loBTOPUTCH NN 3TO?

B HelaBHO npoBeJeHHOM WcCNnejoBaHuM
0TMEYanochb, 410 95% naUUeHToB, KOTOpbIE
npownu npoueaypy aHanu3a XpoMocoMm
ONA YCTAHOBNEHUS NPUYUHbI BbIKMAbILIA,
ObInK pajbl, YTO CAAENanu ero; a iBe TPeTu
NauueHToB, KOTOpbie Ero He caenanu,

CKa3anu, YTo coOXanewT 06 3ToM.
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1 ONPEAENEHNE STUONOMM BbIKABILLA

Be3 xpoMOCOMHOro aHannaa C XPOMOCOMHbIM aHaNM3oM

§ HeobbvacHuMas npuymnHa ) XpomocoMHas aHoManma aMOproHa
8 .[pyrve matepuHckme GpakTophbl @ HeobbacHrMas npuymnHa
@ pyrve matepuHckue GakTopbl

C NOMOLLbIO XPOMOCOMHOIO aHanmaa BbisiBfieHa npuynHa 62% BblKUObILLIEN,
KOTOpas B NPOTUBHOM cny4yae octasniacb Obl HEBLIACHEHHOMN.

*PeaynbTatbl 0BCNEA0BAHWUA MPYNMbI XEHWMH B Bo3pacTe 35 NET 1 cTaplue ¢ NPUBLIYHBIM HEBbIHALMBaHWEM DepeMeHHOCTH

OpHako, 0OblYHOE KapuoTUNUPOBAHUE U ApYyrMe MEeToabl HacTo HE JaloT
pes3ynbTarta unu galoT JIOXHbI pe3ynbTart. [oyemy?

OrpaHu4eHrneM TPaguLMOHHOMO KapuoOTUNUPOBAHUA SABASETCA KNeTo4yHasa KyabTypa, KOTOPYID HYXHO
BblpalmBatb B nabopaTtopHbIX YCNOBUSAX B TedeHue 2-4 Hepenb. [dereHepupyiowpe, ymypaoLwme unm yxe
MEPTBbIE KNeTKK [ONna NpoBeAeHUA TPpaauuUMOHHOIO KapuoTUMMPOBAHWUA HE NOAXOAAT, TaK Kak UX POCT B
nabopaTtopHbIX YCNOBUSAX 3a4acTyld) HEBO3MOXEH. VIMEHHO 3TO Bneyet 3a cobom 10-40% puck HeynavyHoro
pesynbtata. OcobBeHHO 3T0 KacaeTcs abopTUBHOINO Marepuana, Koraa Knetku nnoga nornbaiot npu 3abope,
TPAHCNOPTUPOBKE U XPaHEHUW.

Ona monekynsapHoro kapuorunmpoBaHua OnTtumMma He HYXHbI XUBble KneTtku. [na npose-
OeHus uccnepoBaHUs aoctatodHo Hebonbworo konuyectsa AHK u ee Bcerga MOXHO
BblAENNTb U3 NONYYEHHOro marepuana.

100%
80% @ HeBO3MOXHOCTL aHannaa BCneacTesne
60% rMbenu KneTok

40% 0 HopmansHbIN KaproTun

20% @ XPOMOCOMHbIE aHOMaNUK

0%

CranpapTHoe MonexnapHoe
KapuoTUNWPOBaHWe kapuotunuposatue OMNTUMA

Pa3Mep XpOMOCOMHbIX MEPECTPOEK — 3TO BAXHO!

TDB,D,MLLHDHHDE KapUoTUNMpOBaHME NO3BONAEST Oonpejeinie TONMbKO YUCNEHHBLIE dHOMallMK XPOMOCOM

(aHeynnowauMm 1 TpUNNouaMn) U aeneumu/oynnukaumm kak npasuno 6onswe 10 MnH. nN.H. CyBMUKDOCKO-
NYYEecKMe M3MEHEHWA OCTAaITCA HE OnpeasneHHbIMA.

MonekynsipHoe KapuotunupoBaHme Ontuma BbiIBNASET CTPYKTYPHbIA ancdanaHc ot 1 MnaH
Nn.H., No Bcemy reHomy m ot 500 TbiC. N.H. B KJIIMHUYECKU 3HAYUMbIX y4acTKax reHoma.
Bbicokas pa3peLwuaouias cCnocobHOCTbL MeToAa NO3BONSAET BbISBUTE XPOMOCOMHYIO NaToNnoruio,
HE BbISIBIIEMYIO APDYTUMU METOAAMMN.

OBObEKTUBHOCTb AAHHbIX

[1py TDAANUMOHHOM KapunoTUNMPOBaHWUK Pe3ynbTaT CUJIbHO 3aBUCKUT OT KBanudukaumm cneumanncta, kadecrsa
NONYYEHHOrO MaTepurana M MUKPOCKOMUYECKOM TEXHMKM,

Ons MonekynspHoro kapuotunupoBaHus OnTumMma UCNONb3yeTCa CTaHAapTU30BaHHas
TEXHONOrNA XpPOMOCOMHOINro MUKpOMaTrpuM4HOro aHanusa, KoTopasa Bcerga no3Bongaer
nony4yatb OObEKTUBHbIN pe3ynbTar. BHYTPEHHU KOHTPOJIb MO3BOJISIET OLEHUTb TOYHOCTb
Kaxxaoro pesysbrara.
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MONEeKYNnApHOe KapnoTunnpoeaHne

MHorue nauMeHTKW, y KOTOPbIX ObiN BbIKWALIL, XOTAT 3HATb €ro
npuyuny. Tect ONITUMA obecneynBaeT Haubonee ToYHbIE U NONHbIE

PE3YNbTATbl, KOTOPbIX 34dCNYXWUBAETE Bbl U BALWUW MALUEHTDI.

Ecnu obHapyxeHa aHeynnonans

AHeyrnnonamm (MOHOCOMKWM M TOMCOMMK OLHOW UM HECKOMBKMX XPOMOCOM) BCTpedaloTca Hanbonee 4acTo.
Kak npasuno ato chydarHble COObITHUA W PUCK WX MOBTOPEHWA NPKM Cneaylowmx DepeMeHHOCTAX ABNAETCH
0OLLEenonNyNauMOHHbIM. [TPOrHO3 BNaroNPUATHLIN.

PacnpeneneHune BuIBNEHHbIX aHeyninoaum

Tpncomma 16

Tprcommst 21 CTpykTypa aneynnonaui,
MoHocomMms X BbIIBJIEHHbLIX B
Tpucomms 13 naéoparopuu leHomep

(scero uccneposatxo 303
o6pa3ua, aHeynnouanu
00HapyXeHbl B 95
cnyvasx)

Tprcomma 18

Tpuncomma bonee 4em 1 XpoOMOCOM
Tpucomua Bonee 4em 2 XpoOMOCOM
Ipyrue Tpncommm

Lpyrne MOHOCOMMK

Ecnn obHapyxeHbl MuKpoaeneumm/MmMKpoaynankaLmm

Mukpogeneumun w MuKpoaynavkaumyn npeacrasnaioT coOOWM COOTBETCTBEHHO NOTEPD WK yOBOEHME
XPOMOCOMHOIro Marepuana, KOTopble HEBO3MOXHO ONpeaennTh C NOMOLWbLID OObIMHOMO aHanmsa Kapuotuna.
HecMoTpsa Ha nx manblie pasmepbl, NOAOOHBIE NEPECTPOMUKKA MOMYT NPUBOOUTE K BO3SHUKHOBEHWMIO TSXENbIX
BPOXOEHHbLIX NOPOKOB Pa3BUTUKA.

[lpn oBHapyxeHur MUKpOoAEeneuun/MmKkpoaynavkaumin B NpoAyKTax onnogoTBOpPeHUs Heobxoaumo
HanpPaBuTb MaUMEHTKY Ha KOHCYNbTAUMIO K Bpady-reHeTrKy, KOTOPbLIA OUEHWT KAMHWYECKOE 3HayeHue
NepecTpoexk.

XOTS BEPOATHOCTL MOBTOPHOIO BO3HUKHOBEHUA aHaNOMNM4YHOM MUKPONEPECTPOUKM Yy NIoaa npu Cnenyiouwlein
OepeMeHHOCTU KpanHe Mana, nogobHble cnydan OnuMcaHbl, YTO CNYXUT OCHOBaHMEM A8 pekoMeHaaumn no
NPOBEAEHMIO MHBA3MBHOW NPEeHaTaNbHOM AMarHOCTUKU 1M MONEKYNAPHOMO KapMoTUNMPOBAHNA.

JIERCRRERI R e RIBRIL N

MNauymeHt M., xeHwmHa 34 rona. MBIIP w sryTpuyTpO6Haa 3anepxka pas3sutua nnoaa.
[pepbiBaHne  bepemeHHocTH Ha 22 Hedgene. B pesynerate  XpoOMOCOMHOMo
MUKDOMATDUYHOro aHanmaa Obina obHapyxeHa MUKpoaeneums ydactka AIMHHOro nieda 2
XPOMOCOMBI 11 MUKPOAYNNMKALMA YHACTKa KOPOTKOro nneva 17 xpomocombl. MonekynspHbin
kapuotun: arr2q37.3(240,385,381-242,783,384)x1,17p13.3p13.1(525-8,350,996)x3

Co4yeTaHue MUWKPOAENEeLUUMNn U MUKPOOyNnaMKauymm MOXET OblTb nNpu3Hakom HecbHanaHCTPOBAHHOM
TpaHCNoKaLMm, NPUYKMHOM KOTOPOW MOXET BbiTb cOanaHcMpoOBaHHas TPaAHCNOKaUMA Y OAHOM U3 poanTenen.
Pesynetatom cbanaHCcuMpoBaHHOW TpaHcnokauMm y OOHOro u3 poautener Moryt OblTb MOBTOPHBLIE
HepasBMBalLWMXCa BepeMeHHOCT UNK poxaeHue Taxeno 6onsHOro pebeHka ¢ XpoOMOCOMHOW NaTtoNornen.
3Hasa, B Kakmx XpOMOCOoMax MMeeTca aucbanaHc, MOXHO pekoMeHaoBaTts 06cnenoBaHne poauTenemn.



Ecnv obHapyxeHa Tpunnonauvs

MonekynapHoe kapwotunuposanmne OnTuma  nossonser  aunddepeHumpoBats  A06pOKaYECTBEHHYIO
AUTVIHMYECKYIO TPUNNOMAMIO, KOraa AONONHUTENbHBIN HAaBop XPOMOCOM MMEET MaTePUHCKOE NMPOUCXOXAEHUE
OT ANaHAPUYECKOro YacTMYHOMO MNy3biPHOrO 3aHOCa, NP KOTOPOM AO0MNONHNTENbHbLIN HAOOP XDOMOCOM UMEET
OTLIOBCKOE MPOUCXOXAEHUE.

[pwn BBIABNEHUWN TPUNNOUOMK, HEOOXOAMMO PEKOMEHA0BATb MONEKYNADHOE KapnoTUNMPOBaHWE POaUTENEA,
AN YCTAHOBNEHUA NPOUCXOXAEHUS AONONHNTENBHOrO Habopa XpOMOCOM
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MlaumeHt C., xeHuwmHa, 31 rog. XpoMOCOMHBIN  MUKPO-
MaTpudHbI aHanms3. OnpeaensaeTca AONONHUTENbHBIN CHUrHanN
OT NOSMMOPMHBIX MApKEPOB Ha Kaxaou xpomocome. Mone-
KYIAPHOE  KapuoTunuposaHwe  poautener  noArsepamsno
OTLIOBCKOE NPONCXOXOEHNE TRUMAOUIMNN.

YmMmepeHHas riaparaumns
CTPOMbI BOPCUHBI. Ukpacka
remaTtokCuInHOM 1 303UHOM,
x200.

Ecnn obHapyxeHa ogHOpoOaUTENbCKas AMCOMUS

[ToNHble OOHOPOAUTENLCKME ONCOMUU KMMEIKDT OTLOBCKOE MPOVCXOXOEHUE W SABNSIOTCH XapaKTepHbIM
NPU3HAKOM Ny3bIPHOIO 3aHoca. [poBeaeHUE MONEKYNSPHOrO KapuoTUNMPOBaHKUS BCErOa MOXET ONPEAennThL
3TO M NOMOYb B AMarHOCTUKE OCOOEHHO NPU HEOAHO3HAYHbLIX TMCTONOMMYECKMX JAHHbIX.
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[MonHoreHomHas oaHOPOANTENLCKAS
ONCOMUST OTLOBCKOTMO
MPOUCXOXAEHNSA (NOSIHbIA

Ny 3bIPHBIN 3aHOC)

OBHAPYXEHIVE XPOMOCOMHDBIX
[1PYVIH TTY3bIPHOTO SAHOCA

[ly3bIpHLIM 3aHOC HeceT B cebe OrpoMHbIM puck ansg marepw. [ly3blpHbIA 3aHOC C MOAHOW OTUOBCKOW
oaHopoautensckon auncommen (OP/Ll) HeceTt B cebe 20% prck BOSHMKHOBEHWSA rectaumoHHou TpodobnacTtum-
Jeckon Bonesnn (I'BT), a npu 4acTWU4HOM Ny3bIDHOM 3aHOCEe C TPUNIOWAWEM NO OTUOBCKOW NUHWUK LWaHC
BO3HUKHOBEHMA [ Tb paseH 5%.

[10 3TOV NPUYMHE BCEM XEHWMHAM C My3biPHbIM 3aHOCOM CneayeT KOHTPOMPOoBaTh YPOBEHb XI'H B KDOBU U
HabnogaTecsa y Bpada nocne 6epemMeHHoCcTU. BoigsneHHas [ Tbh N1eymntca ¢ NnoMOLLBIO XMMMOTEpanui.

YcTtaHoBAEHWE POAUTENIbCKOIO NPOUCXOXAEHUA TPUMNOUOMN NMO3BONAET
BblJaTb pekoMeHaaLmm no KoHTpom ' Th

8 159 OTUOBCKOro NPONCXOXOEHNS
@ 253 MarepuHCKOro NPOVCXOXOEHUS

[pu OTCYTCTBUK BO3MOXHOCTU ONPEAENEHUst OTLOBCKOrO NPOUCXOXAEHUA Tpunnonamm B 61%
cnydaes OyayT NPeanpPUHUMATBCA HEHYXHBIE Mepbl NPEeAOCTOPOXHOCTV ANna KOHTponsa pucka [ TB.
Tpunnonams MaTePUHCKOro NPOUCXOXAEHUS HE CBSA3aHa C Ny3biPHBIM 3aHOCOM.

NABOPATOPUWA
MONEKYNAPHON
NATONOTUK
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Onpe,ueneHme KOHTaMWUHaumnmn MmatepmHCKNMWN KJIeTKaMi

[lpn nonydeHrn abopTUBHOrO Marepuana OH Bcerga COOepXUT NPUMECh MaTEPUHCKOW KPOBM WMNK TKaHEW
(KOHTamMKHaLUmMa). HacTo TakMe MaTepUHCKME KNETKM PACTYT B KYNbTYPE Ny4LUe YEM KNETKM NNoaa 1 3TO ABNAETCH
MPUYUHOW NOXHbIX PE3YNbTAaTOB.

46 XX aMBP1OHaANBHOrO NPOUCXOXAEHWUS
B8 46 XX koHTaMuHaUMsa MaTEPUHCKMMU KNETKaMU

B peaynbTtarte nccnegoBaHua NpoayKToB ONnoaoTeBopeHus B 51% cnyyaeB kapmoTtun 46 ,XX Obin nony4eH npw
aHan13e XPOMOCOM KJIETOK MaTEPUHCKOrO NPOUCXOXAEHWS.

CnocoBGHOCTb MONEKYNAPHOro kapumorunupoBaHma Ontuma onpenenntb, OTHOCUTCH NI €ero
pe3ynbTar K nnoay wWnMm K MaTepu CYLWEeCTBEHHO CHUXaeT PUCK MOJIYYEeHUSA JNOXHbIX
pe3ynbTaToB.

HTO MOXHO OINPEAE TN TE TPV MOJIEKYJTAPHOM
KAPVOTWIVIPOBAHI OITTVIMA:

- AHEYTTNIOM AN

- MUKPOZAHJTELU I MUKPOLYIMTJTMKALN
- TPUTIJ10M NN

- OJHOPOONTHIIbCKWE ANCOMUI

To4yHOE onpeaeneHre Bmaa XpOMOCOMHOM NaTtonorm NO3BONSAET AATb TOHHbLIM NPOrHOS3, NPUHATL NPAaBUNBHOE
pelweHre 1 mn3bexarb AONONHWUTENbHBLIX, 4acTO [OPOrocToAwmMx obcnenosaHuii nnv HeobBoCHOBAHHOMO
NeYeHus.

MonekynaHoe kapuotunmpoBsaHme Ontuma 3T10:

@ Bbicokad paspelwatowlas cnocobHocTs - B 20 pas BhiWE YEM Y aHanm3a Kkapuortuna.

e CraHOapTV30BaHHLIN Pe3ybTaT — HET CYObEKTUBU3MA LIMTOMEHETUKA.

® IHdopmauMoHHaa Noaaepxka - Npu MHTEpPNpPEeTaumMmn pesynbTaTtoB MOXHO UCMNOJIb30BaTh cneuuanman-
poBaHHble 6a3bl AaHHbIX.

® Cpok BbinonHeHws — 7 aHewn (aHanua kapuotuna > 20 aHen)

® HeT HeoOXOOUMOCTU KYyNbTUBMPOBAHUSA KNIETOK — OTCYTCTBYET BEPOATHOCTb HEYAAYHOIO aHanun3a.

® HeT HeoOXOOMMOCTM B XMBbLIX KNETKax — MaTtepuasn MOXHO XpPaHUTb U TPAHCNOPTUPOBATb.

[Toka3aHuna K NpoBeaeHuI0 aHHOro Buaa nccneaoBaHus.

HepassmBaoLwanca 6epeMeHHoCTb Nuboro cpoka
[lovBLIMHOE HEBbLIHALLMBaHME DEPEeMEHHOCTH
CamMonpon3BObHbIN BbIKABILL

[ lpexaeBpeMeHHbIe poabl

MepTeopoxaeHwme

[lpepbiBaHWE BEPEMEHHOCTU NO MEAULIMHCKUM NOKa3aHWsM

Tect OnTtuma — aTO OAHOBPEMEHHAaA aeTekums bonee
500 XpOMOCOMHbIX aHOMaInmn

Bce neneummn n aynnnkaumm aHanmsmpyioTes BpayoM-reHEeTUKOM G MCMNONb30BaHNUEM
pedeprpyemMblX 1 NOCTOAHHO NONONHAEMbIX 6a3 AaHHbIX.
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MONEeKyNAPHOe KapuoTUnupoBaHmne

1 [TPOLECC MNPOBEAERVA AHAJTNSA OINTTUMA TTPOCT!

Ona npoBegeHus MONEKYAsipHOro kapuotunuposaHus Ontmma HeoOxooumo npenocTaBUTb
Martepuan 3MOpuoHanbHOro npoucxoxaeHusa. [Ona wuccnepoBaHus pocrtarodHo 20-30 r.
Mmarepuana. AGOPTUBHbLIA Marepuas HeobxoaumMo NMOMEecTUTb B cneuunanbHbiii HAbop nau B
KoHTenHep ¢ 0,9% dusnonornyeckmm pacTeopomMm.

Ina cbopa martepuana pekoMeHOyeTcsa WCNonb30BaTb CrneumanbHble
Habopbl, KOTOPLIE COOAEPXAaT KOHTEMHED C KOHCEPBUPYIOLLMM PAaCTBOPOM,
crneuyanbHyIo YNakoBky M MHCTPYKUMIO.

I1na 3akasa Habopa NPpoCTO NO3BOHUTE HAM M Mbl IOCTaBMUM ero B Mobon
ropopn Poccumn B Te4eHue 1-2 aHewn.

Ecnu npepbiBaHne bepeMeHHOCTU NPOMU30LLIIO:

® Ha cpoke o 12-o1 Hepenn 6epeMeHHOCTU - B KOHTEWMHED NOMELLIAETCHA BECL NNOAHBIA MaTepuan
@ Ha cpoke nocne 13-ou Hepenn BepeMeHHOCT — B KOHTEVMHEP MOMELLAETCs TONbKO

KYCOHYEK NMapeHXMMaTo3HbIX OpraHos nnoga nnbo nyrnoBuHbI.

@ [locne B3aTusa martepuan HeobxoaMMO XPaHUTb B XONOAMNbHUKE npu TemnepaTtype ot +4 no +8C!
e Martepuan HE 3amopaxusaTts!
® /[locTtaska Matepuana B nabopatoputo oomkHa ObiTb obecneyeHa B TeveHue 48 Yacos

nocne 3abopa cbpasua.

[0 pe3ynbTaTtamMm UccnenoBaHus BoblJaeTca 3akioyeHne Bpada-reHeTuka

MOJIEKYITHPHOE KAPVO TUTTMPOBAHW
ONTNMA STO:

YnobcTBO

JlaBopatopusa [ eHomMen NpeaocTaBngaeT cneunansbHelidi HaBop U MHCTRYKUMIO No c6opy BUONOrM4eckoro
mMatepwana. [Insa Bac paboTtaeT NnocTosHHasa Kypbepckas cnyxba no AocTtaBke maTtepuana u3 nioboro
pernoHa Poccum n BnmxHero 3apybexos.

J1OCTYNHOCTL

TecT OoCTyneH 4epea CeTb NapTHEPCKMX KIIMHUK B IOOOM ropoae cTpaHbl. CBeOeHUA O Hallmx napTHepax
Bbl MOXETE NONYy4UTL NO eanHon GecnnatHoOM TeneOHHOW NUHUK.

CKOpPOCTb
Pesynstar rotos B Te4eHun 1 Hegenu co aHa nocTtynneHusa obpasua B naboparopuio.

HanoexHOoCTb
MonekynapHoe kapuotunuposaHue ONTUMA aBAseTcs KNMHUYECKM anpobupoBaHHbIM TECTOM.

Ecnn y Bac BO3HUKHYT AOMNOJIHUTENIbHbLIE BOMNPOCHI
NO3BOHUTE HaM No TenedoHy: 8-800-333-45-38,
e-mail: mail@genomed.ru
www.genomea.ru
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