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3AK/TIOMEHUE
MONIEKYNAPHO-LUTOreHETUYECKOrO UCC/Ie0BaHuUA
(monekynapHoe KapuoTMNMpoOBaHMUE NIOAHOrO maTepuana «OnTumanr)

NauueHT: [ata poxaeHus:
KnuHuueckunii gnarHos:

Marepuan: nnogHbI maTepuan

[arta noctynneHma obpasua: [ata uccneposaHus:

PE3Y/IbTATblI UICCNEAOBAHUA
MoneKkynapHbiii Kapuotun (B cootBetcTBmum ¢ ISCN 2016): arr(1-22,X)x2
Mon nnopga: *KeHcKum.
1. AHeynnaouduu:
He o6HapyeHo.
2. Bapuayuu 4ucna Konuli eeHos (CNV):
He obHapyreHo.

3. Yuacmku nomepu 2emepo3ucomHocmu, codepmauwe 2eHbl, CBA3aHHbIE C Cf)eHOMEHOM
UmMripuHmuHea:

He obHapy»eHo.

4. Obwuli pasmep npomsaxceHHobix (>3 000 000 n.H.) yuacmkos nomepu eemepo3uzomHocmu — 0,12%
(obwenonynauuoHHsIl yposeHb — 00 0,5%).

5. Nonunnaouduu:
He obHapy»eHo.
3aKknoueHwue:

MaToreHHbI XPOMOCOMHbIN AncbanaHc He 0bHapyKeH.

Bpay — nabopaTopHbI rEHETUK:
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XPOMOCOMHBI MUKPOMATPUYHBIN AHAJIN3
uHopManus 00 nccjieI0BAHUN

XPOMOCOMHbIA MUKPOMAaTpUYHbIN aHanm3 (XMA, MONneKkynsapHO-UUTOreHETUYECKOE WCCNeaoBaHme,
MOJEKYNSPHOE KapuvOTUNUPOBaHUE) — 3TO TeCT ANA onpeaeneHns CTpyKTypHbIX nameHennn OHK, npu
KOTOPbIX MPOUCXOAUT U3MEHEHME KONMYECTBA reHeTUYEeCKOoro MmaTepumana — geneuumn n gynnivkaumin.

XpOMOCOMHbII?I MI/IKpOMGTpVI‘-IHbII?I aHann3 AsnaAeTcd peKkomMeHaO0oBaHHbIM COO6LLI,GCTBOM MeANLMHCKNX
reHeTuKoOB TEeCTOM nepBon nnHnn  gna  gnarHOCTUKMU nMNpuyYnH BPOXAEHHbIX TMOPOKOB pa3BUTUA,
yMCTBeHHOI‘/'I OTCTanocCTu, anunencumn n aytu3mMa, a Takxe MmKpoaeneynoHHbIX U MUKPOAYMITUKALUNOHHbIX
CUMHAPOMOB.

MukpoaeneunoHHble CUHAPOMbI — TreHeTuyeckue 3aboneBaHus, Bbi3blBaeMble OTCYTCTBUEM
HeboNbLUNX, HE BUOMMbIX B MUKPOCKON Y4aCcTKOB XPOMOCOM (MUKpoaeneLmsamMmn).

MukpoaynnukauMoHHble CUHAPOMBbI — TreHeTuyeckue 3aboneBaHus, Bbi3blBa€Mble HaNMynem
OOMNOSMHUTENbHBIX ~ KOMUWW  Y4aCcTKOB ~ XPOMOCOM, He BUAMMBIX B  CBETOBOM  MMUKPOCKOM
(MUKpoaynnMkaumsamn).

BO3MOXHOCTM XPOMOCOMHOIr0O MMKPOMaTPUYHOro aHanusa

PaCLIJI/IpeHHbIﬁ XpOMOCOMHbIVI MMKpOManMLIHbIVI aHanmna BbliABNAET CTPYKTYPHbIE UISMEHEHNA Ha YpPOBHE
OK30HOB (KOLI,I/IpyI'OLIJ,I/IX y4yacCTKOB FeHOB), reHoB UM y4acCtkoB XpOMOCOM C M3BECTHON KIUHWUYECKOMN
3HA4YNMOCTbIO.

XpOMOCOMHbBI MUKPOMAaTPUYHbIA aHanus3, Tak Xe, Kak M aHanu3 Kapuotuna, no3BOoNsieT BbIABNATb
aHeynnovaun — Hanuyne OononHUTENbHOW UM OTCYTCTBME KaKOW-NMMBO XpPOMOCOMbI, HO B OTNM4YMEe OT
CTaHOApPTHOrO WUCCrefoBaHUs KapuoTuna Mo3BONSIET C BbICOKOW TOYHOCTbH AMarHoCTMpoBaTb BCeE
N3BECTHbIE MUKPOAENELMOHHbIE U MUKPOAYMNIMKALUMOHHBIE CUHAPOMbI, @ TakxXe ApYyrue KIMHUYECKU
3HaYMMble NU3MEHEHUS.

XPOMOCOMHbIN MUKPOMATPUYHbI aHanM3 NO3BOSIAET BbIABUTb y4aCTKU C MOTEPEN FETEPO3UTOTHOCTH, YTO
NMeeT KNMHMYEecKoe 3HayeHne npu 6rM3kopoacTBeHHOM Bpake nnm NpyM Og4HOPOAUTENBCKUX ANCOMMUSAX.
MHTepnpetaumMa  AaHHbIX  XPOMOCOMHOrO  MWKPOMATPUYHOINO  aHanu3a  OCyLecTBnsieTcsa C
MCNoNb30BaHNEM Creunanm3npoBaHHbIX reHeTudeckux 6a3 gaHHbix OMIM, ISCA, DECIPHER, DGV u gp.

Ecnu B pe3synbTate XpPOMOCOMHOIO MMWKPOMaTpU4YHOro aHanusa OOHapyXeHbl MNaToreHHble
U3MeHeHUsl, HeoGXxoAuMa KOHCyNnbTaLusi Bpava-reHeTUKa, KOTOPbIN MOXEeT MPaBUINIbHO WMX
WHTepnpeTMpPOBaThb, AaTb aKTyalibHble peKOMeHAALUN U caenaTb NPOrHos.

OrpaHuquMﬂ XPOMOCOMHOINo MMKpOMaTpuU4yHOro aHannisa

XpOMOCOMHbBI MUKPOMaTPUYHbIA aHanu3 He BbisBNseT cbanaHCUpOBaHHbIE U3MEHEHUS, Takue Kak
peLMnpPOKHbIE TpaHCNoKaumm, pobepTCOHOBCKME TpaHCnoKauun, MHBEpPCUMU, Mo3auumam meHee 15%,
TOYKOBblE MyTauuKn, MUKpoaeneunn/ MUKpoaynnnkaumm, pasmep KOTOpbIX HaxoauTca 3a npegenamu
pa3peLuatoLLien cnocobHOCTM METOAA, a TakXe IKCMaHCUI0 TPUHYKITEOTUAHBIX MOBTOPOB.

OTCcyTCTBME KIIMHMYECKU 3Ha4YUMbIX CTPYKTYPHbIX MEpecTpoek XPOMOCOM He WCKIo4vaer
reHeTU4eCKOn npupoabl 3aboneBaHusi, B YaCTHOCTWU, MyTauuUMh, KOTOpble ABMSKOTCA NMPUYUNHOMN
AyTOCOMHO-PELLECCUBHbIX WU ayTOCOMHO-AOMWHaHTHbIX HacneACTBEHHbIX 3aboneBaHMn W
KOTOpbleé MOryT ObiTb BbIIBJIEHbI METOAOM KIIMHMYECKOro CeKBEHMpPOBaHUA 3Kk3oMa nubo
TapreTHbIM CeKBEHUPOBaHUEM.

PacwmpeHHbI1 XPOMOCOMHbLIA MUKPOMATPUYHbIA aHanu3 BbINOJIHAETCA Ha TreHeTUYeCKOM
aHanusatope F’EHOCKAH 3000 ¢ ncnonb3oBaHneM MMKpOMaTpUL, BbICOKOIro pa3peLUueHus.

PeaucmpauyuoHHoe ydocmosepeHue ®PedeparnbHol cryxbbi no Had3opy 8 cehepe 30pagooxpaHeHUs U
coyuanbHozo pazsumus Ne ®CP 2010/08511
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