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XpOMOCOMbI, reéHbl 1 pa3BuTue OpraHn3Ma

Kakaas kneTka Hallero Tena COAEPXMUT ABe MOJIHbIE KoMK reHoMa. B reHoMe HaxoasaTcs
MHCTPYKLUMM MO CO3A4aHUI0 U NOAAEPXKAHMIO LIENOCTHOCTM BCEX YacTel Tena.
Yenoseyeckuit reHoM coctouT u3 [HK, rae 3awumndpoBaH reHeETUYECKUIA KOZ,
cchopMUpPOBaHHbIN U3 YeTblpex HykneoTaos: A (ageHuH), C (umtosuH), T (TUMKH) 1 G
(ryaHuH). Haw reHeTMyeckuit koa HacuuTbIBaeT 6onee 3,2 MApA. Nap HyKeoTUAOB.

Yenoseueckast [AHK 3akntoyueHa B 23 napbl XpOMOCOM. Mbl HacnesyeM no 0fHOM
XPOMOCOMeE OT KaXAoro poautens. MepectaHoBka 3TX Nap — NpUYMHA, MO KOTOPON Mbl
60sblUe NOXOXK Ha POACTBEHHMKOB, YEM Ha flofel, KOTopble He CBSI3aHbl C HaMu
reHeTuyecku. OQHAKO Mbl HE MAEHTUYHbI, HanpuMep, 6paTbsaM K cecTpaMm (UCKoYeHne
— Hanunyume y YenoBeka OAHOANLOBOMO 6am3HeLa). XpOMOCOMHbIE Napbl, 0603HaYeHHbIe
nopsiAKoBbLIMM HOMepaMmu OT 1 0 22 no Mepe y6bIBaHUS UX ANWHbI, Ha3blBaOT
ayTocoMamu. 23 napa COCTOMT U3 MOJIOBbIX XPOMOCOM, X-XPOMOCOMbI U Y-XPOMOCOMbI.
O6bI4HO Y XeHLWMH aBe X-XpoMOocoMbl (XX), a Y MyX4MH ogHa X- 1 oaHa Y-XpoMOCOMa
(XY). Kaxxgast xpoMocoMa AeNUTCS Ha KopoTkoe nneyo (06o3Hauyaemoe 6ykBol p) u
AnnHHoe (0bo3Havaemoe 6ykBoli q).

MO>HO CpaBHUTb FEHOM C NOBAPEHHOMN KHUFOM, HacuuTbiBatoLWwel 23 rnasbl. B kaxaon
rnase (XpOMOCOME) nepeynciieHbl peuenTbl (FeHbl), B KOTOPbIX OnNncaH cnocob
(reHeTnYecKuii Koal) NPUroTOBNEHUS TOrO UK MHOro 6ntoaa (06bI4HO 3TO 6enok).

Hacnencmennaa U3MEHYUNBOCTb

Bapmauma uncna konui reHoB (cokp. CNV) — n3MeHeHue reHeTU4ecKoro Koaa,
BefyLlee K yTpaTe UM NOBTOPEHMIO ero YacTei. Mpy aeneumny npoucxoamT yTpaTta OAHOM,
WHOrAa ABYX KOMWI OnNpeaeneHHoro reHa, Npy Aynavkauum — yasoexue (nosTopeHue). B
TaKoW KHUre 6yaeT He XBaTaTb HEKOTOPbIX NPeAsoXeHWn 1 ab3aues, M60 e oHK byayT
NOBTOPSATLCA IMWHMI pa3. K npuMepy, cornacHo peuenTy, CMecb AJ1s BbiNeyku
npasgHUYHOro TopTa HeobxoaMMo nNepeMeLnBaTh B TEYEHWE AeCATU MUHYT. TOpT He
CWIbHO MOCTPAfAET, €CNIN COKPATUTL BPpeMS U MeLlaTb CMECb NATb MUHYT, UK HA060pOT
ABajLaTb MUHYT, YBeNMYMB BpeMs BABOe. Bce B KopHe n3MeHuTcsl, ecnu ybpaTtb 13
CMMCKA BaXKHbIN MHIPEAWEHT, HaNpUMep, AULO0 UK MOBTOPUTbL OAMH M TOT XKe Lar 1
[06aBuTb ABa AliLa BMECTO 0AHOr0. HeuTo nofo6bHoe NpoucxoauT B pesynbraTte
BO3HUKHOBeHMs CNV. YTpaTta unm yasoeHue yyactkoB JHK MoxeT ckasaTbCs Ha pas3BuTum
1 (YHKUMOHMPOBaHUM OpraHun3Ma. Takyto BapyaLmio onpeaensitoT Kak naToreHHbIi
BapMaHT reHa Wiy NpuUYuHHBIN reH. Bapraumio, He OKa3bIBatoLLyto kakoe-nubo BiMsiHue
Ha OpraHusM, HasblBalT AO06poKavYecTBEHHbIM BapUAHTOM.

CNV BapbMpyloTCs OT 04eHb KpyMHbIX (BCS XpOMOCOMa) A0 COBCEM HebOonbLUMX
(Heckonbko HykneoTuaoB). OHM MOMyT BK/IKOYATb YacTb reHa, BECb MeH MM HECKObKO
reHoB. YTobbl 06Hapyxutb CNV, HeobxoanMo NpoBeCcTn UccnenoBaHne, KOTopoe
OnpeaennT Konn4ecTso KOMWUI B FrEHETUYECKOM Koae. OHO Ha3bIBaeTCs XpOMOCOMHbIﬁ
MUKPOMATPUUHbIA aHaIN3 UM TEXHONOrUs AHK-MUKPOUYUMOB.



OaHoHYKNeoTUAHbIV nonuMopdusm (cokp. SNV) — naMeHeHVe B reHeETUUYECKOM Kofie
pa3MepoM B OAMH HykneoTua. CoBCEM Kak C/IOBO C ABYMSI BapMaHTaMy HanncaHUsIMu.
Bo3BpaLuasicb K TeMe Ky/IMHapHbIX COBETOB: €C/IM B OAHOIN KHUre OnucaH pelenT
NpUroTOBNEHWS] CAHABUYA, @ B APYroM — CIHABMUYA, Bbl BCE PaBHO MOMMETe, 0 YéM uaet
peuyb, TaK kak oba HanMcaHns — 3TO ABe paBHOMPaBHble HOPMbI. B koHTekcTe AHK 310
sIBNeHUe HasblBaeTcs A06poKavuecTBeHHbIM BapyMaHToM. OHO He siBNseTcs
KJIMHMYeCKM 3HauuMbIM. Ecnn B cnoBe conb M3MeHWUTb NnepByio byksy 1 AobaBuTb B 600
MOnb, pe3ynbTaT 6yAeT CUIIbHO OTNNYATLCS OT TOrO, YTO 3asiB/IEHO B pelienTte. 370
npYMep NaToreHHOro BapuaHTa, C/ly4aiiHoro U3MeHEHWsl BaXXHOW COCTaBNSIOLLEN,
KOTOpOE OKa3bIBAET B/IUSIHWE HA COCTOSIHWE W/WIN Pa3BUTHE OpraHM3Ma.

OAHOHYKJ'IEOTVIAHbIe I'IOJ'IVIMOp(bVI3MbI OT/INHAOTCA Ha OAUH UM HECKOJTIbKO HYKNEeoTUA0B
M BCTPEYAlOTCA B Npeaesiax To/ibKO 0AHOro reHa. YTo6bl BbISABUTBL MX, HEO6XOANMO
paCLIJVICprBaTb rEHETUYECKMI KOA YesioBeka. [ing 3TOro Ucnonb3ylT ceKBeHUpOBaHMeE.

CNV 1 SNV MOryT HOCUTb ClyYaiiHbl XapaKTep UK nepeaaBaTthCst MO HAacneacTsy. B
60NbLUMHCTBE CNy4aeB OHU HUKAK He NposiBasioT cebs. O6biuHo CNV 1 SNV
MPUCYTCTBYIOT B KaXI0M KNeTKe, HO OblBaeT TaK, UTO A0S KNIETOK CO CTPYKTYPHbLIMU
U3MEHEHWSIMM MOXET BapbMpOBaTbCsl B 3aBUCMMOCTM OT UCCNefyeMon TKaHu. 3To
sIBfIeHMe Ha3blBaeTCs MO3auLU3M.

WccnepoBaHne XxpoMocoMHOro Habopa

yenoBeka (aHann3 XpoMOCOMHbIX nepecTpoek)
XpOMOCOMbI HeNb3s YBUAETb HEBOOPY>KEHHBIM 1a30M, HO
€C/IN NX OKPacuTb U PacCMOTPETb Mo MUKPOCKOMOM, TO Y
KaXz10M MOXXHO 3aMeTUTb OT/IMUUTENbHbIV Y30p U3
yepeayoLMXCS CBETbIX U TEMHBIX NMOMepeYHbIX Nonoc.
Mpumep nonoc 16-11 XxpOMOCOMbI NPEACTAB/EH HA PUCYHKE.
OHM NpOHyMepoBaHbl HAYMHas C TOro MecTa, rae
BCTPEYAlOTCS KOPOTKOE W A/IMHHOE nneymn (LeHTpoMepa).
M3yyeHne Ballero XxpoMoCcOMHOro Habopa MM XpoMOCOMHOMO
Habopa Bawero pebeHka nogobHbIM 06pa3om, nHave
Ha3bIBA€MbIM KapUOTUNUPOBaHMUEM, MNO3BOJIAET BbIABUTb
XPOMOCOMHbI AncbanaHc (nosiBneHve A0oMNONHUTENbHOMO
reHeTU4ecKoro MaTepuana uam BbiMageHue ero 4yactm —
CNV), B cny4yae ecnm naMeHeHust U OT/IMYms CTPYKTYPbl JIerko
YBUOETD.

KnuHuyeckue reHeTukun, KOTopble NPOBOASAT aHanu3, YMesno
BbISIBNISIOT HEOOMbLUME, €ABa 3aMETHbIE N3MEHEHUS.
OpHako HekoTopble CNV CMLWIKOM Manbl, N Aaxe OnbITHbIe
16-9 xpomocoma y4eHble MHOrAa He MOryT pacrno3HaTb UX NMpyU XPOMOCOMHOM
aHanuze. MoaToMy HeobXxoanM TecT, C NOMOLLbIO KOTOPOro
MOXXHO BbISIB/ISITb Maneiiumne nameHeHusi. OH Ha3blBaeTCs
MUKPOMATPWYHBbIA aHanus.




Y10 TaKOe MMKPOMATpPHUHbIiA aHanun3?

MUKpOMaTpUUHBIN aHanM3 — 3TO COBPEMEHHAsi TEXHOOr s, MO3BONsOLLAs 0BHapYy>XUTb
KpOLLEYHblE XPOMOCOMHbIE OTKJIOHEHUS!, KOTOPblE HEBO3MOXHO BbISIBUTH C MOMOLLbO
MWKPOCKONa. 3TU HebonbluMe NepecTporku, KOTOpbIE YacTo HasblBatloT
CY6MUKPOCKOMUYECKUMM U3MEHEHWSIMU, TaK KaK UX HENb3sl YBUAETb MOL MUKPOCKOTMOM,
BCE )K€ MOryT NpUBOAUTb K HApYLLIEHWIO POCTa U pa3BUTUS. ITU HeboMbLLINE U3MEHEHUS
4aCTO Ha3blBaOT MUKpOAENeUmein 1 MUKPOAYNIKaLMeN.

Kakue Bugbl MUKPOMaTPUYHOI0O aHaJIn3a CYI.I.IeCTBYIOT?

C pa3BuTMEM TEXHOIOMMMN MOSIBUNACh BO3MOXHOCTb BbISIBASATL Menbyanwme CNV. Y
YAyuLIEHHOW TexHOMOrMM 6onee BbiCOKOe pa3pelueHue. Ecnm BaleMy pebeHky A0Nro He
MOryT MOCTaBWUTb AMArHo3, TO, BO3MOXHO, EMY Y>e MPOBOAMIN UCCNEAOBAHUS, HanpuMep,
C UCMonb30BaHMEM MCKYCCTBEHHOM 6akTepuanbHoi xpomocombl (bacterial
artificial chromosome, BAC) vnu npy noMoLm MeToAa MaTPUYHOW CPaBHUTENBHOMN
reHoMHol rubpuamsaummn (ACGH). AHanu3 ogHOHYKIE0TUAHOMO NonMMopdusmMa, unm
SNP aHanus, siBnsetcs Haubonee COBPEMEHHbLIM TUMNOM UCCNEAOBAHUIN U 0BbIYHO UMEET
60/1ee BbICOKOE pa3peLLEHNE, TaKXKe OH C BonbLUEel BEPOSTHOCTHIO MOXET 0BHapYXUTb
HEKOTOpblE PeKNE XPOMOCOMHbIE MyTaLMm, KOTOPblE HE U3MEHSIIOT KOSIMYECTBO KOMMUM
CcerMeHTa XpOMOCOMbI.

MouyeMy HaweMy pebeHKy npeanaraot caenatb SNP aHanus?

Bal Bpay unu reHeTMK MOXET npeanoxuTb nposectn SNP aHanus, ecnu Baw pebeHok
poamncsa ¢ npobnemamu Co 340POBLEM, U/IN XKE Y HErO BbISIBUIN TPYAHOCTU B 06yYeHUU
WV MOBEAEHMK, a TaKKe 3aAePXKY B pa3BuTUU. HepaBHUe ncciefoBaHUs NoKasasnm, YTo
y okono 25% pfeteli ¢ HEOOBbACHUMBIMU TPYAHOCTSIMU B 0ByYeHUn u/vnu passutum ByayT
XPOMOCOMHbIE U3MEHEHWS, KOTOPblE Henb3s 06HapYXMTb C MOMOLLbIO 06bIYHOIO
XPOMOCOMHOIO aHanun3a, HO KOTOpbIE MOXHO BbISIBUTb C nMoMoLubio SNP aHanuza. Bawemy
pebeHky MoryT npeanoxuTts SNP aHanu3 gaxe npu HOpManbHbIX pe3ynbTaTax nocnegHero
MCCNeaoBaHms, NOTOMY YTO € ero NOMOLLbIO MOXHO 0BHapyXuTb coBceM Hebonblune
OTKJIOHEHUS! U HEKOTOPbIE MyTaLMK, KOTOPble He BAKSIIOT Ha KONMYECTBO Konuii. Bawemy
pebeHKy Takxe MOryT NpeanoXuTb 3TOT aHanus, eciv BO Bpems npeablayLuero
uccnesoBaHus 6bina BoisineHa CNV. Takol noaxo4 No3BOAUT YTOYHUTL paHee
NOJyYeHHbIE pe3ynbTaThbl.

Y 0nHON 13 cemesi JeTaM He MOy MOCTaBUTL AUArHO3, BCE PE3y/ibTaTbl CCIEL0BaH Bbi/in
oTpuLaresbHbimm”,

Y Hawero coiHa BbISIBIWIN OBLLYIO 33AEDKKY PA3BUTHUS 1 33L0EDKKY DEYEBOrO Pa3BUTHA.
Bpauu Bcerga fymMasm, YTO OCHOBHAS MPOGTIEMa — reHETUHYECKAS], HO BCE MPELLIAYIINE
UCCIIER0BaHNUS Bbiin B ropsake”,

“HecmoTps Ha To 4TO v Hawwes JOYEPH BbIABH/IN ayTH3IM U CEDbE3HBIE TPYAHOCTU B 0ByYeH,
CYNTAIIOC, YTO MPUYUHAE KPbIIACk B POGIEME C reHeTUKOoN .

by nawero coiHa Gbl HEOBbIYHBIE YEPTHI LA U TDYAHOCTH C [TOBEAEHNEM U
0BYYEHIEM, [T03TOMY CYUTAIIOCH, YTO OHU MOIYT GbiTb BbI3BaHbI XPOMOCOMHOM
aHomameri”,
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Kakue 06pasubl HY)XXHbI AN MUKPOMaTPUYHOIO aHanu3a?

SNP aHanu3 MoXHO BbIMOSHUTb C UCMosb3oBaHWeM [HK, BbliAENEHHON U3 pa3fIMYHbIX
TKaHei, HO 06bIYHO UCMOSb3YIOT KPOBb MK ctoHy. JHK MOXHO M3BNeYb U3 CBEXEro
obpasua nnmn 0bpatTnTbCs K coxpaHeHHou [HK, ecnu reHeTuyeckoe uccneaoBaHne
NpoBOAWIOCH paHee.

Kak nonyunTb pe3ynbtaTbl aHanusa?

Ckopee Bcero, pe3ynbTaThl Bawero pebeHka (M, BO3MOXHO, BaluM) COOBLUMT Ball rEHETMK.
C 60/1bLLOI BEPOSATHOCTbIO Bbl TAKXKE MOSYYUTE NMUCbMO, B KOTOPOM ByaeT OTYET 06
UTOrax KOHCy/NbTaumu. Bo3MoXeH 1 Apyroii BapuaHT: Bbl MOXETE MOyynTb
npenBapuTeNbHbINA pe3ynbTaT OT Bpaya, KOTOPbIM NPOBOAWT UCCIeAoBaHWe, a 3aTeM Bac
HanpaBsT K reHeTUKy Ans 6onee noapobHoro obbsicHeHWs (Npu HeobxoaAMMOCTH) nocne
3aBepLUEHsI CEMEWHbIX UCcneoBaHuii (Mpy HeobxoanMocTw).

CKONbKO XAaTb pe3ynbTaToB?

Pe3ynbTaTbl MOryT 6bITb FOTOBbI Yepe3 6-8 HeeNb, HO B 3arpy>XEHHbIX KITMHUKaX — A0
nonyroaa. B NEepBYIO o4epeab NpoBOAAT NCCNEAOBAHNA 6ep6MEHHbIM XXEeHWWUHaM n
HOBOPOXAEHHbIM C 60NbLUMM KONNYECTBOM I'IpOGﬂEM CO 340pOBbEM, MO3TOMY 3TU Tpynnbl
AO/MKHbI MOSYYUTb Pe3yNbTaTbl PaHbLLE.

MHTepnpetauus pe3ynbTaToOB MUKPOMaTPUUYHOI0O aHa/n3a

PesynbTaTbl MUKPOMaTPUYHOIO aHanu3a, KOTopble Bbl MOyYnTe, NpeacTaBnaoT coboit
JJIMHHYIO NMOC/eA0BaTENbHOCTL LMdp M BYKB, KOTOPbIE OTHOCATCS K FEHETUYECKUM
U3MeHeHusIM, o6Hapy>xeHHbIM B o6pasue JHK Bawwero pebeHka wnun B BalleM obpasLie.
Hwxe onncaHo HeCKosbKO NPUMEPOB.

B arr(X,1-22)x2
STOT pe3ynbTaT SBNSETCSH CTAaHAAPTHBLIM A1 /ML XKEHCKOro nona 6e3 HeobblUHbIX
reHeTUYECKMX U3MEHEHWI. arr 03HAYaEeT, YTO Bbl MPOBeAeH MaTpuyHbIN TecT. (X,1-22)x2
03HayaeT, 4To B 06pa3Le bblm 0bHapyxeHbl ABe X-XPOMOCOMbI U BCE XPOMOCOMbI
KaXkaoM napbl XxpoMocoM oT 1 go 22.

B arr(X,Y)x1(1-22)x2
OTOT pe3ynbTaT SBNSETCS CTaHAAPTHBIM AN1S MYy>XUMHbI 6€3 HeOObIYHbIX FEHETUYECKNX
M3MEHEHWI. arr 03HaYaeT, YTo Bbl1 NpoBeAeH MaTpuyHbIi TecT. (X,Y)x1 ykasbiBaeT Ha
Hannume ofHoOM X- M 0HOW Y-XPOMOCOMbI (B OT/IMYME OT ABYX X-XPOMOCOM,
06HapYXXEHHBIX Y XeHLUMH), (1-22)x2 o3Ha4aeT, 4YTo B 06pa3Le 06Hapyunm Bce
XPOMOCOMbI Ka)<A01 napbl XpoMOcoM oT 1 o 22.

Oba pe3ynbTaTa, KOTOpblE NOKa3aHbl BblllE, YKasblBaloT Ha TO, YTo CNV He 0BHapy>XeHbI.
CunTaeTCs, YTO OHM BIMSIIOT Ha CUMIMTOMbI M NMPU3HAKK 3ab60NeBaHMS Y YenoBeka,
KOTOPbIM NpefocTaBun obpasel.



Ecnm 6bina O6HaDY)KEHa CNV, TO 3TO onucaHue MOXET HEMHOMO OT/IMYATLCS: BCE 3aBUCUT
OT TOro, 4ok o6pa3Lu>| 661511 NpeaocTaB/iEHbl — Ball UK Ballero pe6eHKa. OpaHako,
CKOpee BCEro, B reHETUYECKOM OTUETE 6y,CI,YT YKa3aHbl Cneayrowme aneEMEHTDI:

arr[GRCh38] 16p11.2(29,673,954-30,198,600)x1 [0.8] dn

OnwncaHne CNV MOXET NOKasaTbCsl OYEHb 3anyTaHHbIM, HO KaXXAasi YacTb COAEPXKUT
nonesHyto MHOPMaLUMIO U A0/MKHA BbITb ONMCaHa B OTYETE NPOCTLIMU C/IOBAMMU.
OnwucaHne KaXxxaoro OTAENbHOrO 311eMeHTa BbisiBieHHOM CNV MOXHO NpeacTaBUTb
cneayowmmM obpasom:

arr SBNSeTCS COKpalLeHWeM Ans NpoBeAeHHOro MUKPOMaTPUYHOMO aHanmsa
(microarray).

OneMeHT B kBagpaTHbIX ckobkax [GRCh38] obo3HauaeT BepCuio 3TanoHHOro
reHoma, K KOTOpou OTHOCUTCSI pe3yfbTaT. PedepeHcHble reHOMbI, Ha3blBaeMble
MHaye cbopkaMmn reHoMa, NPeacTaBAsaoT cobol cBoeobpasHble H6asbl AaHHbIX,
KOTOpbIEe MHOTAA MOMOJHSTCS HOBOW MH(bOPMaLIMEN, MOSTOMY OfiHa M Ta Xe
CNV MOXET HaxoAMTbCS B PasHbIX NO3UUMSAX B 3aBUCMMOCTM OT COOPKM reHoMa.
16 — ykasbIBaeT Ha TO, B KaKoM XxpoMocoMe npucyTcTByeT CNV

P — YKa3blBAET Ha TO, KaKoe Mne4yo XpOMOCOMbI NOABEPraeTCs

BO3AENCTBUIO (Y KaXKAOW XPOMOCOMbI €CTb KOPOTKOE «p Me40» U

ANVHHOE «q Nevo»).

11,2 — yka3blBaeT Ha NOPa>eHHY0 XPOMOCOMHYIO MOSIOCY UAN MOJIOChI, €CAIN KX
60sbLUe 0AHOW (KaXKaoe MNIeyo XPOMOCOMbl MOXKET 6bITb AOMONHUTENBHO
pasgeneHo Ha NpoOHYMepOBaHHbIE MOMOChI).

(29,673,954-30,198,600) — yka3biBaeT Ha nepeble U nocneaHue Gykebl
reHeTUYeckoro koaa (KoopAanHaTa), YKa3aHHOro B KPYriibiX CKOBKaX, KOTOPbIN
noaseprcs BosaencTaunio CNV. JuanasoH Mexay 3TUMKU YnciiaMn — 3TO pa3Mep
CNVv.

x1 — yka3bIBaeT Ha uncno konuii CNV. B cBS3N C TEM, YTO 0BbIYHO Y Hac ecTb
[BE KOMWUM KaXXaol NPOHYMEPOBaHHOM XPOMOCOMbI, X1 03HaYaeT HexBaTKy
ofiHoM konuu (aeneums), a X3 03HauaeT Ha/Mune oaHOM AOMONTHUTENTbHON
konum (aynnmkaums). C X-XpoMOCOMOV U Y-XPOMOCOMOWA CUTYaLMsi MOXKET
HEMHOro OT/IMYaTbCs B 3aBUCMMOCTU OT MoJ1a naumeHTa.

[0,8] (ecnu npucyTCTBYET) — UMCNO B KBaApaTHbIX CKOBKax B KOHLE
pe3ynbTaTta, KOTOpPOe yKa3blBaeT Ha BEPOSTHOCTb TOMO, YTO reHeETUYECcKne
M3MEHEHMUSI UMEIOT MO3aNYHbI XapakTep, TO €CTb NPUCYTCTBYIOT HE BO BCEX
knetkax Tena. B paHHom cnyyae 0,8 03HayaeT, YTO He BCe KEeTKU NOABEPrnCh
Bo3aeicTeuto CNV, 1 reHeTUYecKme U3MEHEHMSI UMEIOT MO3aUYHbIN XapakTep.
dn — cokpalieHne OT NaTMHCKOro de NOvo, KOTOpOe 03HAYaeT, YTO reHeTu4YecKkoe
N3MeHeHMe BO3HUKJIIO Y KOHKPETHOro nauueHTa Brepsble U He 6bl10 yHacnea0BaHo
oT poautens. Ecnv BmecTo dn B pesynbTaTte CTOMT mat, 3T0 03HayaeT, 4to CNV
6bina yHacnepnoBaHa oT MaTepu (mat ot aHrn. maternal); ecnm BmMecTo dn ctouT
pat, CNV 6bina yHacnegoBaHa ot otua (pat ot aHrn. paternal).

HecmoTps Ha TO, UTO BCe AeTanu pesynbTata HeobXoaMMbl, MHOr4a BO BpeEMS pa3roBopa
CneumanucT MOXeT UCNonb3oBaTb bonee kpaTkoe 0603Ha4eHne, Hanpumep, B
COKpALLEHHOM BUEe pe3ynbTaT Bhille 6yeT HasbiBaTbCs Aeneuuein 16pl1,2 (unm
MUKpOAENeUnet, To eCcTb Aeneumeit MeNkux hparMeEHTOB XPOMOCOM).
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[aHHble pe3ynbTaThl MOMyT 6bITb npeactaB/iEHbl CXEMATUYECKU, CM. PUCYHOK HUXKE. (O,Cl,HaKO
noao6HbIE CXEMbI BCTpeEYaloTCA peaKo B reHETUYECKNX OTLIETaX).

29,673,954-30,198,600
b |
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Pe3ynbTaThl, KOTOpbIE NPEAOCTABISET KOMMbIOTEPHOE NPOrpaMMHOE o6ecneveHme,
npeaHasHauYeHHoe AN aHanu3a AaHHbIX MaTPUYHOro aHanu3a, BbirNaasT COBEpPLLIEHHO
MHaye. Ha cneaytollem pucyHKe NpeacTaBneH npuMep TOro, B KaKoM BUAE NpeacTaloT
[aHHble Nepeq UCCNeaoBaTeNsaMU.

v Joocons py Jo000n e s oy oo, saoooms.
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[laHHbIN pUCYHOK — CKPUHLLIOT NporpaMMHoro obecnedenuss SNP aHanm3a, Ha KOTOPOM
MOXHO YBMAETb AENELMIO YaCTW ANMHHOIO rnieya 11-i XpoMOCOMbl, 0603HAUEHHYIO
KpacHow nosnocoi (cTpoka 1). CBuaeTenbCcTBa AeSELMM NPUBEAEHDI B CTPOKe 2 (UCXoaHble
JaHHble) U 3 (CrNa)KeHHble IaHHbIE), B KOTOPOMN KOMIMYECTBO KOMUIN YMEHBILEHO C ABYX [0
O[IHOW. DTN JaHHbIE MOXOXM HA T, YTO MPUBOAWINCE B NPEAbIAYLIMX BEPCUAX
MMKPOMaTPU4HOro aHanu3a. OagHako SNP aHanu3 Takxke nokasbiBaeT MHbOpMaUmIo o
nonuMopdHbIX BapnaHTax (CTpoka 4), UTo MOMOraeT crneLmanncTy 0bHapyXXuTb HEKOTOpble
peakvue MyTauuu, KOTOpble HE BUSIOT Ha KOJIMYECTBO KOMUIA.
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“Mbr bl pagel HakoHeL yCbiluaTs ANarHo3, XoTs U B Buae un@dp u 6yks. OH
I04TBEDANN, HYTO TPYAHOCTH, KOTOPbIE MCITbITBIBA/ HALL CbiH, Gbi/IM PEAsIbHBIMM, 1 3TO
OYeHb ITOMOrTI0 HaM. Ternepb Mbi MOXEM OBBSCHUTL APYIVM, YTO Y HEMO XPOMOCOMHAS
aHomarnus. braroaps noATBEPXACHHOMY ANArHO3y Mbl TAKXE MOXEM 06palyaTsCs 38
IOMOLLbIO B MATPOHAXHBIE CITYXKObI ™

Yro o3Hauyaet Tun CNV ansa Bawero pebeHka
B oTuetax SNP aHanu3a coaepXxuTcs KpaTkoe onucaHne obHapyxeHHbIx CNV n
MH@OPMaLMS O HUX.

MaToreHHbIM pe3ynbTaT 03HAYaeT, uTo bblna obHapyxxeHa CNV, koTopasi BAMSIET Ha
yyacTtok HK, reH unu psg reHoB NOATBEPXKAEHHBIM M MOHSATHLIM CMOCOBOM W,
CnefoBaTenbHO, 06bACHSIET KIMHUMYECKME 0COBEHHOCTM NaumeHTa. Takon pesynbTaTt
noATBePXXAAET Hannumne XpoMOCOMHOIO HapyLleHusl.

BeposiTHO NaTOreHHbI PesynbTaT 03HayaeT, uTo Bbiia obHapyxeHa CNV, koTopas
BNMSET Ha yyacTok AHK, reH unm pag reHoB NMOHATHbIM CMOCO60M U, BEPOSITHO,
06BACHSAET KIMHUYECKMe 0CO6EHHOCTM MaLMEeHTa, HO B OTHOLIEHUW KOTOPOM OCTaeTCs
HeKoTopasi HeonpeAeneHHOCTb. Takol pesynbTaT BO3MOXKEH, €C/N, HAaNpUMep, Y
HECKOJIbKUX YenoBek 6bina BhisieneHa noxoxast CNV, HO Y HUX HET CXOXUX KIMHUUYECKUX
npu3sHakos, unn ecnin CNV BCTPEUAETCs peaKo U O HEN HeA0CTaTOUHO AaHHbIX, YTO6bI C
YBEPEHHOCTbIO CBA3bIBATb €€ C KOHKPETHBIMU KIIMHUYECKUMU MPU3HAKaMU.

BapuaHT HeuM3BecTHOro 3Ha4eHms (nHoraa obo3Havaercs kak VUS) — ato CNV,
BAMAIOWAsA Ha yyacTok [HK, reH unun psag reHos, KOTopasi HeAoCTaTOYHO XOPOLLO U3y4veHa
N HE MOXET O6bACHUTL KITMHUYECKYIO KapTUHY naumeHTa. Bo3amMoxxHO, 4To aaHHas CNV
OYeHb peaKas Unu Aaxe SIBNSIETCS YHUKaJIbHOM Y 0HOro pebeHka, U3-3a Yero Het
HMKaKoM MHcbopMaumm o ee BozgencTanm Ha HK v reHbl. MiHoraa nabopatopust MOXeT
MonpocuTb poanTenelt caaTte aHanu3 Ha CNV, obHapyXeHHyto y pebeHka, YTobbl
BbISICHWUTb, 6blNa M OHa yHacneaoBaHa OT OAHOIO M3 HUX, UK pebeHoK SBMSIETCS NepBbiM
yenoBekoM B ceMbe ¢ laHHo CNV. YHacnenoBaHHas CNV 06blYHO € MeHbLLEeN
BEPOSITHOCTbIO SIBMISIETCS MPUYNHOW BbIPAXXEHHOIO KIIMHUYECKOro NpU3HaKa, ecnm
poauTenb, Y KOTOpPOro ectb Ta xe CNV, He MMeeT 3TOro KIIMHUYECKOro NpusHaka.

BeposiTHO go6pokauecTBeHHas win gobpokauectseHHas CNV cunTaerca
HOpMa/ibHOI BapuaLMelt U He BAIMSIET Ha 3[0POBbE M pasBuUTMeE nauueHTa. Takue CNV,
cKopee Bcero, He 6yayT YNOMsiHYTbl B FEHETUYECKOM OTUETE.

MoryT nu 6bITb BbISIB/IEHDI Apyrue reHeTnyeckue u3aMeHeHus, KoTopbie He

ABNAIOTCA NPUYUHON CUMNTOMOB Yy Moero pebeHka?

[Oa, MoryT. CnyyaiiHble 1 BTOPU4YHbIe HAXOAKU BCTPEYatoTCsl J0BO/IbHO PeAKo, HO TeM
He MeHee BaXHbl. CnyqaﬁleM pe3yNibTaT ONUCbIBAET BEPOATHO BaXXHYIO C MenMLlMHCKOVI
Touku 3peHns CNV, HeoxwuaaHHO obHapykeHHyto B xode SNP aHanusa, HO He CBA3aHHYI0
C NPUYMHOIA, MO KOTOPOM €ro HasHauuIn. BTopUUHbIE HAaX0AKK, B OTIMYME OT CyYalHBbIX,
ULWLYT LeneHanpasieHHo. OHW TaKkXXe BaXkHbl C MeAVILl,VIHCKOl‘/JI TOYKU 3peEHUA, HO He
CBA3aHbl C CMMMNTOMaMW, KOTOPbIE €CTb Y YENOBEKA.



Hanpumep, NaTuneTHen AeBoYke HasHaunnm SNP aHanms us-3a HeobblUHbIX YepT fuua U
3aJlepXXK1 B pa3BuUTMK. Mo pe3ynbTaTaM aHaausa BbiBUIM naToreHHyio CNV, BAMSIOLLYiO
Ha reH, OTBEYaloLWMIA 32 PUCK Pa3BUTUS paka rpyan. OCobeHHOCTEN AeBOYKM 3TO He
06bSCHSIET, HO 03HAYAET, YTO MO AOCTVIKEHUM COBEPLUEHHONETUS €/ CTOUT NEPUOANYECKM
NpoBoANUTb MamMMorpacuto U cobntogaTb pekoMeHAaumn Bpaya.

OpunHakoBble nnu noxoxxue CNV nposiBnsoTCS 0AMHAKOBO?

HeT, nposiBneHuns MoryT 6bITb CaMbiMi pa3HbIMU. [laxke y AeTell U3 0fHOW CeMby
OANHAKOBblE TEHETUYECKNE USMEHEHUA MOTYT BblipaXaTbCA B Ppa3HbIX CMMNTOMax U
OCOGGHHOCTF!X, a TaKxe 6bITb paBHOVI TAXKECTW.

MHoraa BcTpevaetcs CNV, obnaaatollas Tak Ha3blBaeMO HEMOJIHOM
NeHeTPaHTHOCTbI. ITO 03HavaeT, YTo CNV yalle BCTpeyaeTcs Y Ntoaen ¢
onpeaeneHHbIM NpusHakoM, YeM y nogei 6e3 CNV, Ho He y Bcex, y koro ectb CNV, byaet
3TOT nNpusHak. Hannune CNV He 03HayaeT Hanuume Toro UM MHOro NPU3HaKa, HO MOXET
yKa3sbiBaTb Ha €ero BO3MoXHoe Hannuune, Yacto CNV cBf3aHbl C HapyLEeHUSMU pa3BUTUS
LieHTpanbHON HEPBHOWN CUCTEMbI U HEKOTOPLIMU OTK/IOHEHUSIMU, Kak, HanpuMep, ¢
aytusmoM. U3 storo cneayert, 4to, noMmnumo CNV, Ha pa3sBuTue onpeaenieHHbIX NpU3Hakos
BIIMSIIOT TaloKe [Apyrue HeusBecTHble hakTopbl, HaNpUMep, OKpY>XXatloLLasi cpesia, JIMYHbIN
OMbIT U YHUKAsbHbIA reHeETUYEeCKU OoH.

Takoke Henb3s ynyckaTb U3 BHUMaHWS NepeMeHHYH SKCNpeccuBHOCTb. CuMTaeTcs,
YTO NIOAM C NMOXOXKMMUN FEHETUYECKMMM U3MEHEHMMU 06n1aaatoT NOXOXMMKU CUMATOMaMM
nnn KNMHNMYECKNMMN Npu3HakamMn, ogHaKo 4acto 6biBaeT TaK, YTO NOXOXXNE rEHETUYECKME
W3MEHEHUS XapaKTePU3YyTCA COBEPLLUEHHO Pa3/IMYHbLIMKU NPU3HaKaMn 1 cumntToMamun. K
TOMY XK€, Y KOro-TO OTKJIOHEHME MOXET NPOoABIATLCA B JIETKOM CTeNeHn, a y Koro-to — B
YMGDEHHOI\/'I WK gaxe B Tskenon. Ecnu Y MHOIrMxX coBnagaetT TAXECTb U TUM OTKIIOHEHUS,
TO 3KCNPECCUBHOCTb CHUTAETCA HW3KOW. HanpoTus, ecnu OTKIOHEHNE XapaKTepu3yeTcs
LUMPOKUM CNEKTPOM MPU3HAKOB U paBJ'IVILIHOﬁ TSAXXECTbIO, TO 3KCNPECCMBHOCTb CHUTAETCA
BbICOKOMW.

F'eHeTUKH roBopAT, YUTO Y MOero pebeHKa OTCYTCTBYHOT HEKOTOpbIE reHbl.

Kak noHATb, 32 YTO OHU OTBEYaroT?

BbISiIBUTb OTCYTCTBYIOLUME MW NOBTOPSIOLMECS FeHbl MOXHO € noMowbio SNP aHanusa.
[o cux nop ponb U CBSA3b C KIMHUYECKMMW NPU3HAKaMU U3BECTHA NULb Y HEBONbLIOMO
yucna reHos. OfHaKo, Koraa SICHO, 3a YTO OTBEYAET reH, A1 MEAULIMHCKOro yxoaa U
HabniogeHuns 3a BawmM pebeHKOM BaXKHO 3HaTb, €CTb /I 3TOT reH, OTCYTCTBYET WK Xe
noeTopsieTcs. Takke 0bHaAexXMnBaeT, Koraa BaXkHble reHbl Bawero pebeHka HE
YYacTBYyIOT B AyNn/iMKauuu unu aeneumn.



Ba)HO MOMHUTb, YTO, HECMOTPSA Ha TO YTO BbIIB/IEHWE OTCYTCTBYIOLMX UK
AyNAMUMPOBAaHHbIX FeHOB NPeACTaBNseT cob0i MHTEPEC U MOXET JieUb B OCHOBY GyayLUMX
MCCNeloBaHWI, OHO He NPUBOAUT K MFHOBEHHOMY M30OPETEHMIO HOBLIX METOZIOB JIEYEHMS.
B HacTosiee BpeMst yHKUMM U BIUSIHUE MHOTUX FEHOB HEM3BECTHbI, MO3TOMY
HEBO3MOXHO MPEACKa3aTh, K KakUM NOCNeACTBUSM NPUBEAET OTCYTCTBUE UAKM AyNavKaums
KOMUM TOrO UM UHOTO reHa. KpoMe Toro, Aaxe ecnv NpeanosioxXuTb, YTO HEKUI reH
OTBEYAET 3a NPOSBEHNE ONpPeaeneHHbIX NPU3HAKOB OTK/IOHEHMS, 3TO He BCeraa
03HayaeT, YTo 6yAyT NPOABASATLCA M ApPYrMe B3aMMOCBA3aHHbIE NMpU3Haku. dpyrue
reHeTMyeckme haKkTopbl M haKTOpbl OKPYXKaloLen Cpefbl YacTo UrpaloT posib Npu
YCTaHOB/IEHWUM TOrO, BYAET M ONpeaesieHHas YepTa BblpaXxeHa Wan HeT. Ecnm Bbl xoTuTe
y3HaTb 60/IbllE O KOHKPETHbIX reHax, CBA3aHHbIX C FEHOMHOI BapuaLlmen y Bac unm y
Ballero pebeHKka, BaM CIeAyeT 3anmMcaTbCs Ha NPUEM K FEHETUKY WM KOHCY/IbTaHTY Mo
reHeTMYecKUM BonpocaM. ToMbKO OHU CMOTYT AaTh BaM NoApobHoe 06bsACHEHE.

B yéM 3aKN04alOTCA NPeUMyLLECTBA MMKPOMAaTPUYHOIO aHaiu3a?

MaBHOE MPEUMYLLECTBO MUKPOMATPUYHOIO aHan3a — BO3MOXHOCTb €AMHOBPEMEHHO
UCCNenoBaTh BCe 46 XpOMOCOM M O6HAPYXXUTb JSIMLWIHME UK OTCYTCTBYOWME. Takke
MOXXHO ropa3ao TOYHee, Mo CPAaBHEHMIO C O6bIYHBIMM XPOMOCOMHBLIMU aHaIM3amu,
onpeaenuTb HeGoMbLUME OTCYTCTBYIOLWIME UMM NTULIHME YYacTKM XPOMOCOM. TaKkow
«MOJTHOTEHOMHBbIIA» KOJTMUYECTBEHHbIV aHa/IN3 MOXET BbISIBUTb XPOMOCOMHBIE OTK/TOHEHMS!
JaXe Toraa, Koraa HAYTO He YKasblBaeT Ha KOHKPETHYO aHoManuio. Eciim ¢ moMoLbto
MWKPOMATPWUYHOrO aHanM3a yAacTcsl yCTaHOBUTL AMArHo3, TO BalleMy pebeHKy He
NpUAETCS NPOXOANUTb MHOXECTBO 06CIeA0BaHUIA, YTOObI BbISIBUTL NMPUYMHY HapYLLEHWUA.

“Korpa Ham HaKoHeL-To MOCTaBWM ANArHO3, Mbl IOYYBCTBOBa/IN 06TIErdeHNe OT TOro,
YTO HaleMy CbiHy BO/IbLLIE HE MPUAETCS CAABATL aHa/n3bl M MPOXOaUTS
guarHocTuyeckue o6cneqoBaHns’

Yem SNP aHanu3 otanyaeTtcs OT Apyrux aHajan3os?

M3HavyanbHO C NOMOLLBbIO MUKPOMATPUYHOIO aHa/In3a MOXXHO 6b1510 onpeaennTb TOJIbKO
U3MeHeHus B uucie konuit. SNP aHanus, Kak KapyvoTUMMPOBaHWE W NpeablayLune Bepcum
MUKPOMaTpU4HOIro aHanmn3a, onpeaensaeTr USMEHEHUA B YNUCne KOI'IMﬁ, HO 6narop,apﬂ
60n1ee BbICOKOMY pa3peLLeHN0 MOXET 0bHapyuTb 6onee ManeHbkne CNV. Kpome Toro,
C €ro nomMoubto MOXXHO NONYy4YnUTb AOMOAHUTENIbHYO VIHCbOpMaLl,VIPO 0 HebOoNbLIOM
KOJIMYECTBE PacrpOCTPaHEHHBIX CMEUMMUYECKUX UBMEHEHWUI B FEHETUYECKOM KOAE
(oaHOHYKNeoTUaHbIE nonnuMopduamMbl — SNV), KOTOpble TakXXe MOryT NoMoYb B
BbIABJIEHNN HEKOTOPbLIX APYrnX TUNOB pEAKNX MTEHETUYECKUNX OTKJIOHEHUA.

OavH U3 peakux TUNOB aHOMaMu — ofHOpoAUTesIbCKasi AUMcoMuUs. B aToM cnydyae
pebeHOK HacneayeT ABe KOMUM XpOMOCOMbI MM yHacTka XPOMOCOMbI OT OAHOMO poauTens,
a He OZHY KOMUIO OT KaXXAoro, Kak 3To 6biBaeT 06bI4HO. ITO HE BAMSET Ha 60MbLIMHCTBO
reHoB. OfHaKo HEKOTOPbIE reHbl HYHKLMOHMPYHOT TONTbKO Ha MAaTEPUHCKON WUAIM Ha
OTLIOBCKOM XpOMOCOME, HO He Ha 06enx (OHW Ha3blBAOTCS UMMPUHTUPOBAHHbLIMMU
reHamm).
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HacnegoBaHue 06enx Konuit reHa oT 0AHOro poanTeENa MOXET NPUBECTU K HAaNN4uo ABYX
HEQJYHKLIMOHaJ'IbeIX Konui unu ABYX aKTUBHbIX Konui FeHa, Y KOTOpOro akTnuBHas
KOMnus, Kak npaBuno, TOJIbKO OAHa.

[Apyrvm peakuM TUNOM aHOMaNuK SIBNISIETCA TpUnouMauns. B faHHOM criyyae y Bcex
XPOMOCOM He ABe KOMnuK, a Tpu. B 0CHOBHOM Tpunnonans HabnoaaeTcsl TONbKO Ha
paHHUX CPOKax 6epeMeHHOCTH, HO OHa MOXET 6biTb 06Hapy)XxeHa B MO3anuHoM dopme y
JeTen.

B ueMm 3akntoyaroTcs npenmmyuiectea SNP aHanusa?

Bo BpeMsi SNP aHanv3a npov3BoAMTCS CaMblid MOJHbIA aHaNn3 BapuaLnii Yncna Konum
FEHOB XpOMOCOMBblI, D,OCTyngIVI Ha ﬂaHHbIVI MOMEHT. ,D,VIaFHOB MOXXET NOMO4b BaM U Bpa4yy
06paTUTb BHYMAHME Ha OTKIIOHEHUS!, KOTOPbIE YacTO BCTPEYALOTCS Y Ntofel C
XPOMOCOMHbIM AncbanaHcoMm, kak y Bawero pebeHka. Ha ocHOBaHMM aHanu3a Takxke
MO>XHO NpPEANONOXNTb, YTO CNEAYET OXMAATb NMPU B3POCIEHUN pe6eHKa. ,U,VIaFHOB MOXET
NnoKa3aTb, Kakhe MMEeHHO reHbl y4aCTBYHOT B Aeneumn unn ayninkauun B BalleMm ciy4yae.
Ecnv kakoW-TO reH unu reHbl CBsi3aHbl C ONpeaeneHHoN 0COBEHHOCTbLIO MU
OTKJIOHEHMEM, ANArHO3 MOXXET NMOMOYb Npn NIEYEHUN NN Ha6J'I}O,EI,EHVIVI pe6eHKa Y Bpaya.

HekoTopble poauTenu nepefatoT AMarHo3 LWKOMEe Al NosTydeHus broT. HekoTopble
BCTYNaIOT B FPynMbl NOAAEPXKKW, YTOBbI MO3HAKOMUTLCS C APYrMMU POAUTENSIMU, KOTOpPbIE
CTa/IKMBAOTCS C MOXOXMMM MpobremMamm.

Kpome Toro, ecnu y pebeHka 0bHapy>Xunm XpoMOCOMHbIN AncbanaHc, poauTenu u apyrue
YneHbl CeMbU MOrYT CAATb aHanu3bl, YTO6bI Y3HaTb, ABNSIOTCA JIN OHWU HOCUTENSIMM
usMeHeHHoro JHK, 13-3a KOTOPOro y HUX MOFyT POAWTLCS AETU C AAHHOW Bapuaumeit
ymncra Konui reHoB. B HEKOTOPLIX CTyYasiX CYLLECTBYET MOBbILIEHHbIN PUCK NPOSIBNEHUS
OTKJIOHeHWIN B Bonee 3penom Bo3pacTe.

“Mbi pagbl, 4To Moy auarHos. Ternepb Mbl CTa/n YacTbiO DYk, [ MOXEM
DACCYUNTLIBATL HA MOMOLLb M TO4LEDKKY ™.

“CHayvana Mbi Gbiv LIOKUPOBaHBI, KOIAa Y3HA/M, YTO YTO-TO HE TaK, HO Ceryac Mbl
3HAEM, YTO C HUM, U MOXEM CKOHLIEHTDUPOBATLCS HA CAIABOCTAX HALIErO
3aMEYATE/ILHOr0, OCOBEHHOIO CbiHa™",

9 GosbLe He YyBCTBYIO Ce6S Tak OaMHOKO. Tenepb y Hac ecTb GpoLwopa O ee
XpOMOCOMHOM OTK/IOHEHNN, KOTOpy/O Mbl MOXKEM [10Ka3bIBaTh CrELNASTNCTAM. Crasno
npowe 06bﬂCH,q Tb JIIO45M, YTO UIMEHHO HE Tak. U Mbi /7y’-/LUe T1OHA/TU ﬂpl/l YUHbI HeKOTOpb/X
ee r1oBegeHYeckux 0COBEHHOCTEN ",

“Nopolio, YTO y HAC eCTb JUArHO3, XOTS YETKUX MPOrHO308 BCE-TaKV HET, O0TOMY YTO
eLLe HUKTO He CTaNKUBANICS C TakuM Ci1yYaem geneymm”,

“TTonyans gnartos, MbI MO3HaKOMUIMCE C APYTIMI CEMBAMY, A€ Y AETEN TaKoH
e curapom”.
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“Uroraa s cOMHEBAKOCH, CTOMTIO /N Y3HABATL PE3y/ibTaTbl, YTOGL!I HE yMaTk O TOM, YTO C
HALUMM CbIHOM YTO-TO HE TaK. M BCE JKe Mbl palibl, YTOHALL/TU MPUYUHY €ro rpobrieM. Mei
6y.1EM roTOBbI KO BCEM TPYLAHOCTSM, C KOTOPbIMU OH MOXET CTOJ/IKHYTbCS BO BPEMS
B3pocienms. Ele MHe KaXeTcs], 4To C AUarHo30M HaM BbicTpee Aam oronesa’.

“Braronaps BO3MOXHOCTY CAATL 3TOT GHA/IN3 Mbl [10/1YYWIM OTBETHI H3 CBOM BOIMPOCHI.
Mbi 11 BCE, KTO GY/IET YXaKHBATh 33 HEV HA MPOTSKEHIN BCEN €€ u3HM, Byaem Jyyie
3HaTb, YTO OXMAaTL B GyayLem”.

“Inarto3 cTan Ans MeHs HacToALMM O67IeryeHvem. S MoCToSHHO BuHWIa cebs 3a To,
YTO Che/Iana YTo-TO HE Tak BO BPEMS BEPEMEHHOCTY Wi Py podax. MHe 6bl10 rnioxo,
r4e-To HeZesno A NMpoBeNa B Ce3ax. i MeHs 3To 6bl1 LWOK. HO 5 6bi/ia MopaxeHa,
KOIZa y3Hasna, 4o eCcTb Apyrue JETH, KOTOpPbIE OYeHb OXOXW Ha MOEro chiHa ™,

Mory nu g npoiTi npeHaTanbHoe 06cnegoBaHue ¢ ucnonb3oBaHuem SNP

aHanusa?

Ecnu Bo BpeMsi npeHaTanbHOro Y3M obHapy>XmBatloT Kakme-TO OTKIOHEHMWS, TO BO MHOIMX
KJIMHWMKaX ceryac npeanaratoT npeHaTasnbHoe obcrnefoBaHNe ¢ Ucrosnb3oBaHueM SNP
aHanu3a, 4tobbl yctaHoBUTb, ecTb I CNV, obbsicHsilowmMe pesynbTaThl Y3U. OgHako
NPOBEAEHHbIN aHann3 HaMepeHHO ByaeT MeHee NoAPOBHbLIM, YTOBbLI CHU3UTD
BEPOSITHOCTb OBHAPYXEHUSI U3MEHEHWI, BaXKHOCTb KOTOPbIX MOKa HE YCTaHOB/EHA U
KOTOpPbIE MOTMYT BbI3BaTb M3/MLLIHIOI TPEBOTY Y POAUTENEN.

Mosnusitot nn pesynbratbl SNP aHann3a Ha neyeHne Moero pebeHka?

C nomoubto SNP aHanmsa MOXHO C FreHETUYECKOWN TOUKM 3peHnst 0O6bSCHUTL TPYAHOCTU B
06yyeHmn Bawero pebeHka n 0cobeHHOCTH ero pa3suTus. OgHaKko aHanu3 He Bceraa
BEAET K HENOCpPeACTBEHHOMY U HE3aMeA/INTENbHOMY YNYYLLIEHNIO NNEYEHUS. Ecnn ananu3
MOKaXeT AyNINKaLMIo UIN AenNeLmio reHa UK yyacTka XpOMOCOMbI, CBSI3aHHOTO C
KOHKPETHbIM KIIMHUYECKUM MPU3HAKOM, 3TO MOXKET MOBNUATL Ha JIeYeHWE BalLero
pebeHka wnv AaTb BaM NpeAcTaBfieHne o npobneMax Co 340pPOBbEM, KOTOPbIE MOTYT
BO3HWUKHYTb Npy AAHHOM XPOMOCOMHOM OTKJ/IOHEHUW.

“NoTs pe3ysibTaTsl He MOBMS/IN HA JIEYEHNE HALLEV [JOYEDH, OHI MOMOITIN HAM
11071y 4uTb SbroTsl”,

Ectb nn y SNP aHanu3a orpaHuyeHuns?
SNP aHanu3 He Noka3blBaeT:

B C6anaHcMpoBaHHbIE XPOMOCOMHbIE MEPECTPOMKK, HE MPUBOASLLME K MOTEPE U
yasoeHuto AHK: TpaHcnokauum (Yactb AHK nepemeltaeTcs B Apyryto XpoOMOCOMY
WM BHYTPU XPOMOCOMbI) Unn nHeepcum (Yactb AHK oTpbiBaeTcs,
nepeBOpaYMBaAETCA 1 CHOBA BCTPaMBAETCS B XPOMOCOMY «33[l0M Hanepes»). B
3TOM C/lyyae HeobXxoaMM CTaHAAPTHBIM XPOMOCOMHBIN @aHaNU3 UK UCCNefoBaHme
KapvoTuna (XpoOMOCOMbI OKPALLMBAIOT W PacCMaTpyBalOT NOA MUKPOCKOMOM).

12



B BOnbLUMHCTBO OAHOHYKNEOTMAHbIX nonuMopdusmos (SNV) — otnnuus B
reHeTMYeCcKOM KoAe B OAMH HykneoTua. [ins storo TpebyeTcs cekBeHupoBaHue
OHK.

B CNV, pasmep KOTOpbIX MeHbLUe, YeM pa3pelueHne SNP aHanusa. SNP aHanu3
6bIBaeT pa3HbiX BUAOB, TexHu4Yeckas nHdopmaums 06 0gHOM M3 HUX A0KHA
NPUCYTCTBOBATb B FEHETUYECKOM OTYETeE.

B [locneacTsmst Mo3auMumM3Ma, KOTOPble NPOSBASIOTCA B C/IMWKOM MasioM YuCIe KNETOK,
YTObBbI X MOXHO 6b110 0BHAPYXNTb.

B HeKkoTopble KOJbLEBbIE XPOMOCOMbI, KOTOpPblE HE NpuBOAAT K notepe AHK
Ha KOHLaX XpOMOCOM.

SNP aHanus moxeT 06Hapyxutb CNV HeonpeaeneHHoro 3Ha4yeHus, KoTopble TpyAHO
MHTepnpeTnpoBaTb. BO3MOXHO, Mo Mepe HakonneHus uHdopmaumm, CNV MoxxHO ByaeTt
UHTepnpeTnpoBaTh bonee TouHO. Mcxoas u3 cobpaHHbIx AaHHbIX, CNV MOryT 6biTb
MHTEPNPETUPOBaHbI Kak 6osee nnn MeHee CKIoHHbIE K TOMY, YTO6bI 6bITb
NaTonorn4yecknmm,

C nomolwubto SNP aHanmza Henb3a onpeaenutb ToUHyo AnuHy CNV, a Tonbko 0603HaunTb
€€ MUHWUMaJIbHbIN U MaKCMMasbHbIN pa3Mep, OCHOBbLIBAsiCb Ha PacCTosiHUKM Mexay SNP.
MHoraa reH, KoTopblii MOXET 6biTb MAaTOreHHbIM, PACMONIOKEH MEXAY MUHUMATbHBIM U
MakKcuMarnbHbIM pa3mepoM CNV, 4To 3aTpyAHSET MHTEpNpeTaumio pesynbTtaTta Ao
NpPOBeAEHNs! AONOSTHUTENBHbLIX UCCEA0BaHMIN.

B HekoTopbIx yyacTkax CNV MOXET coaep)aTbCsl HE KOAMPYIoLLas YacTb reHa, a
nocneposatensHocTb [AHK, KOTOopas oTBeyaeT 3a akTMBHOCTL reHa. Takue criyyam o4eHb
TPYAHO BbISIBUTb U UHTEPMNPETUPOBaTb.

SNP aHanu3 no3sonsieT 06Hapy»uTb CNV ¢ BTOPUYHBIMK M CyYalHbIMK pe3ynibTaTamu,
KOTOpble MOTYT MMETb HEOXWUAAHHbIE NOCNEACTBUS ANs 340p0Bbsl pebeHka n aaxe
ApYruX YfieHOB ceMbM. Tak MOXeT 6bITb BblsIBNleHa NpPeapacnoNioKeHHOCTb K paky. Takas
MHbOpMaLMs MOXET 6bITb MOME3HONM B AasibHelILeM: obcreayeMblit ByeT valle
NpOXOAWTb ANArHOCTUKY B OTHOLLUEHUM OHKONOrMYeckoro 3abonesanus. OQHaKo 3TK
CBeAEHNS MOMyT OKa3aTbCsl HEOXXMAAHHBIMM U PacCTPOUTbL POACTBEHHMKOB. B HEKOTOPbIX
CTpaHax MOXET BO3HUKHYTb BOMPOC MEAMULIMHCKONM CTPAxXOBKWU. Bbl MOXETE «UCKIOUUTL»
MHQOPMALIMIO O HEKOTOPbIX USIN O BCEX AOMOMHUTENbHbIX pe3yfbTaTax.

Yro pe3y/ibTaTbl daHa/in3a 3HauvyaT Ans pOACTBEHHMKOB?

Bpau-reHeTnk NpOKOHCYNbTUPYET YSIEHOB ceMbyu (6paTbeB, cecTep wnm gpyrux
POACTBEHHMKOB) O TOM, KaKue AENCTBUSI, B COOTBETCTBUM C pe3y/ibTaTaMu aHanun3a,
HeobxoanmMo npeanpuHaTb. Ecnn HeobxoanMMo yBeaoMWTb POACTBEHHMKOB O pe3ynbTaTtax
aHanm3a, MOXHO OTMPaBUTb NUCbMO C NPEeANOXEHNEM 0BPaTUTLCA B MECTHbIN MEANKO-
reHeTUYecKu LE€HTP MO HanpaBNE€HUIO CBOEro TepaneBTa N NPUIoXnTb
COOTBETCTBYHIOLLYIO MH(MOPMAaLMIO.

Yro ecniv SNP aHanu3 He BbIIBU/1 XPOMOCOMHbIE NEPECTPOUKN?

SNP aHanu3 no3eossieT 06HapYXUTb XPOMOCOMHbIE MEPECTPOIKK TOMLKO Y 25% ntoaei
(no cpaBHeHwio ¢ 5% npu 06cefoBaHMM C NMOMOLLBIO MUKPOCKONA).
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3HauuT 13 cTa aeten, npoweawmnx SNP aHanus, 75 nony4yat pesynbTaT TecTa «B
HOpMe»: XPOMOCOMHbIE NEPECTPONKM He ByayT 0bHapy>KeHbl. Bpau-reHeTuk nnm
KOHCYNbTaHT MO FEHETUYECKMM BOMPOCAM MOXET MOCOBETOBATb, Kakue AasbHenLmne
[encTBus HeobXxoamMbl, U LLenecoobpasHo N NPoMTH Apyrue aHanusbl, HanpuMep,
cekBeHnposaHue JHK.

Kak 3anpocutb aHanu3 yyactka SNP ans ceoero pebeHka?

SNP aHanus wmpoko AocTyneH. B 60/1bWMHCTBE pernoHoB BennkobputaHmm oH 3aMeHun
TPaAVLIMOHHBIA XPOMOCOMHbIN aHanu3 (KapuoTUnMpoBaHUe) 1 ApYroN, yCTapeBLUMi BUA
aHanusa JHK — MaTpu4Hyl0 CpaBHUTENbHYIO reHOMHYto rubpuamsaumio (aCGH). Ecnm
Ball pebeHOK Yyxxe NPOXOAMST XPOMOCOMHbIV aHanv3 unu aHanua aCGH ¢ pesynbtaToM «B
HOpMe», Bbl MOXETE 06CyANTb C BPAYOM-TEHETUKOM WUnW neanmaTpoM 3pPeKTUBHOCTL U
fgoctynHocTb SNP aHanu3a no CpaBHEHMIO C aJIbTEPHATUBHLIMW BapyaHTaMu, TakKUMK Kak
cekBeHupoBaHue. [letu 6onblunHCTBa cemelt Unigue B BenukobputaHuv npolunv SNP
aHanu3 npu noazepxke HaunoHanbHoM cnyx6bl 3apaBooxpaHeHnst (NHS). Ecnn SNP
aHanu3 He AOCTYMNeH B Balllell MECTHOW MeAMKO-TreHeTUYeCcKol cnyxbe, ero Konuio
MOXHO OTnpaBuTb B Nabopatopuio NHS. Bpay-reHeTuk nnmn KoOHCynbTaHT Mo
reHeTU4YeCKUM BOMpOCaM [acT BaM AallbHENLINE YKa3aHusl.

YcnoBHble 0603HaueHus

CNV= Bapvauus yicna Konum

reHoB

SNP = 0AHOHYKNEOTUAHbIN

nonnMopusm

SNP aHanu3 = nccneposaHue yvactka AHK ¢

noanMophn3Mom

aCGH = maTpuyHasl cpaBHUTENbHAs reHoMHas

rmbpmansaums

VUS = BapuaHT HeonpeaeneHHON 3HauYeHNs

MaToreHHas MyTaLusi / NaTOreHHbIi BapMaHT = MyTalusi, KOTopas UMEET CBOU
CMMMTOMbI U NPOSIBIEHNS

[106poKayecTBeHHbIN BapuaHT= MyTaLus, KOTOpasi, Kak CUMTAETCSs, HE OKa3biBaeT
Kakoe-nMbo BNIMSIHME Ha Pa3BUTHE W XKN3HEAESTENbHOCTb OpraHn3ma.
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UHdbopmauumsa n nopgaeprkka

\

Unidle

Understanding Chromosome & Gene Disorders

[pynna noaaepXku Ans poauTenel AeTel ¢ XpOMOCOMHbLIMU OTK/TIOHEHUSIMU,
The Stables, Station Rd West, Oxted, Surrey. RH8 9EE, UK
Tel: +44(0)1883 723356

info@rarechromo.org I www.rarechromo.org

MpucoeamHuTeck K coobluectsy Unigue, 4Tobbl NONYYNTb AONOMHUTENBHYIO MH(OPMaLMIO,
HEeoHX0AMMYIO MOMOLLb M KOHTaKTHbIE AaHHbIE CEMEN C aHanorM4yHomn npobnemon.
Unigue — 3T0 6bnaroTBopuTeNibHas HErocyJapcTBeHHas opraHu3aums. ®MHaHcoBast
noAAepKKa OCYLLECTBSIETCS 3@ CYET FPaHTOB M NOXEPTBOBaHMN. Bbl MOXeTe caenatb
NMoXXepTBOBaHME Ha HalleM odbuumManbHoM caite: www.rarechromo.org/donate

MNomoruTe Ham NoMoyb Bam!

Ipynna noaaepxku cemMei ¢ peaKMMU XPOMOCOMHBIMU OTKIIOHEHWSIMU
Homep B peecTpe 61aroTBOpUTENbHBIX OpraHmsaumnii 1110661
3apeructpmpoBaHa B AHIIMK U Yanbce

PerucrpaumnoHHbIi Homep 5460413
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