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Yro Takoe xpomocombl u JTHK?

XPOMOCOMBI — 3TO 0COOBIE CTPYKTYPHI B KJIIETKaxX TeNa, CoJepKaline FreHeTHIECKYI0
nadopmanuio — JJTHK. Ot JITHK (ne30kcupnOOHYKIEMHOBOM KUCIIOTHI) 3aBUCHT,

KaK pacTeT, pa3BUBaeTC U (PYHKIMOHUPYET HAIIl OPTaHU3M. XPOMOCOMBI HACIIEAYIOTCS
rapamMy — I10 OJHON KOIHH OT Ka)KAOTO POIUTENs. Y denoBeka 23 mapbl XpOMOCOM, B
1enoM — 46 OTIEIbHBIX XPOMOCOM, U3 KOTOPBIX JBE SIBIISIOTCS TIOJIOBBIMHU, TO €CTh
OIPEIEIISIOT IT0JT YesioBeka. JKeHcknii Habop XpOMOCOM COZIEPKHT JIBE X-XPOMOCOMBI
(XX), a Mmyxckoil — onHy X-xpomMocomy 1 oy Y-xpomocomy (XY). OcraBuuecs

44 XpoMOCcOMBI (Ha3bIBa€MBbIE ayTOCOMaMHM) 00pa3yroT 22 mapsl, KOTOphIe
MIPOHYMEPOBaHBI OT caMo JTUHHOM (1) 10 caMmoi KOpoTKOi (22). YV KaKI0i XpOMOCOMBI
ecTh KopoTkoe (p) u anunaHOE (q) mieyo. [TonHeld HAOOp reHeTHYecKor HH(OpManH,
COJIEpIKAIIUICS B XpOMOCOMaX, Ha3bIBAETCsl TEHOMOM, a HEOOJIbIIINE €€ YYaCTKH —
TeHaMH.

JIHK npencrasisier co60it KO, COCTOSIINI U3 YeThIpeX «OYKBY», KaXKaast U3 KOTOPBIX
o0o3Hauaer azorucroe ocHoBanue: A (ageHuH), C (uuro3un), G (ryanun) u T (THMUH).
FCHOM YECJIOBCKAa COCTOUT HpI/I6HI/ISI/ITeHbHO U3 IECTU MI/IHHI/Iap)IOB TaKHUX OCHOBaHHﬁ,

a B caMOM JJTMHHON XpoMocoMe (XpoMOocoMe 1) MX HaCUMTHIBAETCS OKOJIO

250 musmroHoB. CMBICI ATOTO KOJIa 3aKIII0YaeTcs B rocieoBaTenbHocT 0ykB A, C, G
u T omo0HO TOMY, KaK 3Ha4eHHE CJI0Ba 3aBHCHT OT MOpsiIKa OyKB.

I'en — a10 pyHKkuMoHanbHbIH yyacTok JJHK. ['eHoM yenoBeka Briitouaer B ceOst

okor1o 20 000 reHOB. DTO 3HAYHT, YTO KAXKJIash XPOMOCOMA COACPKUT OT JECCATKOB

JI0 COTEH U THICSY I'eHOB. | eHbI HATOMUHAIOT NAMSTKH (MM PELEITh), B KOTOPBIX
3aKJIIOYeHA BCS FeHeTHYecKas HHPOPMAIHs O TOM, KaK JOJKEH Pa3BUBATHCS

1 (yHKIMOHHMPOBATh OpraHU3M. BONBIIMHCTBO T€HOB cofeprkaT HH(POPMAIHIO O CHHTE3e
(«xomupoBaHUM») Oenka. bemkam B opraHu3Me OTBEAEHO MHOXKECTBO BaXKHBIX POIIEH.
OHH BBITIONHSIFOT OONBIIYIO YacTh pabOThI B KJIETKAX OpraHu3Ma — OHH HEOOXOIHMBI
IUIsl OpraHu3aniy, QYHKIMOHUPOBAHUS U PETYIISLMU TKAHSH U OPTaHOB.

HN3yuenune xpomocom
(XpoOMOCOMHBINI MUKPOMATPHUYHBIH aHAJIN3)

XpOMOCOMBI HENb35 YBUETH HEBOOPYKEHHBIM
IJ1a30M, HO, €CIIH X OKPACHTh U MHOTOKPAaTHO
YBEITHYHUTH O]l MUKPOCKOIIOM, MOYKHO
3aMETUTh, YTO KaXKIast XpOMOCOMAa UMEET
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Bornee coBpeMeHHBIM 1 yCOBEPIIEHCTBOBAHHBIM METO/IOM MCCIIEIOBAHUS SIBIISIETCS
XPOMOCOMHEBIH MUKpoMaTpruHbIid aHann3 (XMA). OH BKITIodaeT B cedsl CpaBHUTEIBHYIO
reHoMHyIo ruopuausaito (array CGH, taxke nssectayro kak CMA-HR), ananmus
OJHOHYKJICOTHIHBIX OIMMOp(hU3MOB ¢ ucrions3oBanueM JJHK-muxpounma (SNP array,
Taxke u3BecTHbIA kKak SNP-uum miin CMA-SNP) nim coderanne 000uX METO/IOB.
TecTbl Ha OCHOBE MUKPOMATPHIIBI TO3BOJISIFOT OOHAPYKUTH OYEHb MENKHE
XPOMOCOMHEIE JIETEUH WU TYTUTUKAINHU, KOTOPbIE HEBO3MOYKHO BBISIBUTH C TIOMOIIBIO
MHUKpOCKoIa. Takue U3MEHEHUsI YaCcTO Ha3bIBAIOT MUKPOJIENCLIMSIMH WITN
MUKpoxyruikaisamMu. Y Unique ecth oTenbHbIC OPOIIFOPBI, TIOCBAIICHHBIE METOLY
CpaBHHUTENbHOW reHOMHOM rubpuausanun (Array CGH), a Taxoke aenenusm

u mukpoxneneiusM (Deletions and Microdeletions), ayruukarmsm

u mukpoaymiukanusm (Duplications and Microduplications).

Braronapst mocieHIM TEXHOJIOTHYECKUM JTOCTIKEHHSIM OBbLT pa3padoTaH erie bonee
TOYHBIN METOJI TECTUPOBAHHUS, C MTOMOIIBI0 KOTOPOr'0 MOXKHO OOHAPYKHUTh IaXKe CaMbIe
MeJKHe TeHeTHUecKie u3MeHeHns: — cexksenuposanue JJTHK. OHo mo3Bonser
OOHapYXUTh U3MEHEHHUS Ha YPOBHE OTHOTO OCHOBAHHMS («(OYKBBD?).
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Y10 Takoe ceKBeHHpPOBaHue?

CexBeHHpOBaHHE MPEACTABIISET COOOH MPOIIEeCC, KOTOPBIN MO3BOISET ONPENeITHTh
TOYHYIO MIOCIIEI0BATEIbHOCTh OCHOBaHUH BO pparmente JJHK — anennnoB (A),
nuto3uHOB (C), ryarnHoB (G) u TiMuHOB (T). B HacTOstiee Bpemst 3To HanOosee MOTHBIH
reHeTHYecKuid TecT. C ero MOMOIIBI0 MOKHO M3y4UTh BECh TEHOM YeJloBeKa (TOraa MEeTox
Ha3bIBAaeTCS MMOJHOICHOMHBIM CEKBEHUPOBAHMEM ) WITH OTJEIBbHBIE O0aCTH U YYaCTKH,
NPEJICTaBILIONINE 0CO0YIO BaXKHOCTD (B 9TOM CITy4ae MPOBOAUTCS ITOTHOIK30MHOE
CEKBEHUPOBaHHUE, TAPIeTHOE CEKBEHNPOBaHe WK cekBennposanue JJHK otnenbHOro
reHa). Pe3yneraThl Ka)10ro KOHKPETHOTO YeJI0OBEKa CPABHUBAIOT C OOIIETTPHHATEIMA
HOpPMaMH U CTaHIAPTaMH, a 3aTeM NOMy4YEeHHbIE JaHHbIE HHTEPIPETHPYIOT CIEIHAINCTHI
110 JTAGOPaTOPHON M KIIMHUYECKOH reHeTHKe. C MOMOIIBbIO CeKBEHUPOBAHHS MOKHO
pacIio3HaTh U3MEHEHUs Ha ypoBHE ofHoro ocHoBaHus nenu JIHK, a taroke onpenennts
(parMeHTHI HEAOCTAIOMIEH WIIH AYOIHpYIOIeiicss TeHeTHYeCKOW HH(pOPMAIiN
(menmenuu/MUKpOIETeNHY WA AYIUTHKALMH/MAKPOILYTUTHKALIMN ). DTOT METOJ TIO3BOMISIET
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0OHAPY)KHUTh TPAKTUUECKHU JTFO00€ TEHETHYECKOE U3MEHEHUE, KOTOPOE MOIIIO CTaTh
MIPUYMHOM HApYIIEHHs B pa3BUTHH peberka. Tem He MeHee, pacuinpoBKa MOTYISHHBIX
PE3YIIBTaTOB MPEACTABISAET COOO0I BeCcbMa CIIOKHYIO 3a/1a4y, U MoTpedyeTcs

e1Ie HECKOJIBKO JIET, MPEX/Ie YeM BECh JMArHOCTUYECKUIN MOTEHIHA JAHHON TEX HOJOTHH
OyzmeT peanu30BaH.

Kakue BuabI CCKBCHHUPOBaAHUA CyllIeCTBYIOT?

CyH_IeCTByeT HECKOJIbKO METOAOB IMMPOBEACHNA CCKBCHUPOBAHUA B LEIAX JUATHOCTHUKU!

Ilo1HOreHOMHOE CCKBCHHUPOBaHUE

OTOT METOJI BKIIIOYAET CEKBEHUPOBAHUE BCETO (TO €CTh «IOJHOI0») TEHOMA YeJIOBeKa.
Pe3ysnbraThl aHamu3a 0TOOpAXKAIOT MOCIIEI0BATEILHOCTD BCEX T€HOB, a TAKKE
Hekoupyronux yuactkoB JIHK, koTopeie He comepkaT nHGOPMAIIUH JIJIS CHHTE3a
0eJIKOB (MPUMEYATENIFHO, YTO TeHBI, KOMUPYIOIIUE OCJIKH, COCTABJISIOT MEHEE ABYX
MPOIICHTOB Bcero renoMa). Hekomupyromas JIHK 3anuceiBacTest ¢ HCIOIB30BaHUEM

TeX )K€ YeThlpex OyKB, YTO M KOJUPYIOIIAs, OTHAKO UX (YHKIIMOHAILHOE 3HAYCHHE
ommyaercs. J{o cux mop HesCHO, KaKyro poJib BBIIONIHAET HeKonupyromas obnacts JJHK.
M3BECTHO TONBKO, YTO OJTHH €€ Y4acTKH KOHTPOJIUPYIOT paboTy I'€HOB, a Ipyrue
ONpPEAEIIAIOT U NOANEPKUBAIOT CTPYKTYpPY XpoMocoM. Hecmotps Ha To, 4TO B nporecce
IIOJTHON€HOMHOI'O CEKBEHUPOBAHHUS UCCIIEYETCS BECh TEHOM YEJIOBEKA, AJIS aHAJIN3a
HCIOJIb3YETCs JIMUIb YaCTh AAHHBIX. JIJIsl 3TOro NpUMEHSIETCsl BUPTYyajlbHas IIaHellb,
KOTOpasi IOMOraeT COCPENOTOYUTHLCS HA BAPUAHTAX B IeHaX, CBA3AHHBIX C KIMHUYECKUMU
0COOEHHOCTSIMU peOeHKa I B3POCIIOTro, IPOXOJISILEro 00cieI0BaHHE.

ITos1HO3K30MHOE CCeKBCHUPOBAHHUEC

U3zBectHO, uTo Ooblias yacth u3menenuit B JJHK, npuBosIImx K reHeTHIeCKUM
3a00JIeBaHUSM, IPOUCXOJIUT B KOIUPYIOIIMX y4acTKaxX reHoB (9k30Hax). [To aToit
MIPUYHHE YK30MHOE CEKBEHUPOBAHNE, B OTIUYHE OT TEHOMHOTO, B HACTOSIIIEE BpeMs
siBIsieTcst Ooee (PPEKTUBHBIM U IKOHOMUYECKH BBITOAHBIM METOJIOM OMpPE/IeNICHUs
nocienoBarensHocty JJHK st mocnenyromeii reHeTH4eckoil THarHOCTUKH IPHYUH
3a00JeBaHAN WITH 3a/ICPXKKU B pa3BUTHH. BUpTyanbHBIE TAHETN TEHOB, HCIIOIb3yEeMbIe
B paMKax MOJHOTEHOMHOT'O CEKBEHUPOBAHIS, TAKXKE IITUPOKO TIPHMEHSIOTCS

TIpH SK30MHOM CEKBEHUPOBAHHU.

TapreTHoe ceKBeHHPOBaHHe

OTOT METO/ TO3BOJISIET CEKBEHUPOBATH OMPEEEHHBIA HA0Op T€HOB, KOTOPBIE CBSI3aHBI
C BO3HHMKHOBEHHEM KOHKPETHBIX CUMIITOMOB, HaIpUMep, STMICHICHU. AHAJIN3 MEHEe
JIOPOTOCTOSIIINH, YeM SK30MHOE CEKBEHHPOBAHNE, OJJHAKO OH HE MO3BOJISIET OOHAPYKHUTh
HOBBIE TEHETHUECKNE HAPYIICHNUS.

CEKBEHI/IPOBaHI/Ie OTACJbHOIO I'€eHa

Panbiie cekBeHMpPOBaHNUE OTJEIBHOTO I€HA CYMTAIOCH TPAIUIIOHHBIM METOIOM
WCCIIEIOBAaHUsI, HO JUIS €ro TIPOBEICHUS Bpay JI0JDKEH BBIOpaTh, kakoi u3 20 000 reroB
HEoOXOIMMO CEKBEHHPOBATh. B HEKOTOPHIX ciydasx, HAIpUMEp, IPH MYKOBHCIUI03€,
KOI7Ia €CTh OJIH T'€H, BBI3BIBAIOINI 3a00/IeBaHNe, 3TO HE TIPECTABISET CIOKHOCTH.
Onnako B OOJBIIMHCTBE CIY4aeB CXOKUE KIIMHUYECKHE CHMIITOMBI MOT'YT OBITh BBI3BaHBI
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HU3MCHCHUAMU CPA3y B HECKOJIIbKUX I'CHAX, U 5TO 3HAYUTCIIbHO 3aTPYAHACT BI)I60p Ir¢Ha
U CCKBCHHUPOBAHUS.

Kaxkue o6pa3ub1 JIHK Hy:KXHBI 1J151 cCeKBeHHPOBaHus?

s cexBeHUpOBaHU TOIX oAt JTro0bie 00pasisl JJHK B3pocioro mimm pebenka. Yarre
BCET0 UCTIONB3YIoTCs 00pa3ipl JJHK, nomydenHble n3 kieTok KpoBH. J{ist HEKOTOPBIX
HCCIIeJOBAaHUH MCIIONIB3YIOT CIIOHY WM O€pYT Ma30K CO CIM3UCTON 00O0JIO0UKH IIEKH
(OykKaJBbHBIN Ma30K). B 3aBHCMMOCTH OT II€JTH aHAJIM3a MOTYT HCIIOIh30BATHCS 00pa3IIbI
KJIETOK APYI'UX TKaHEH.

Ioyemy Hamemy pedeHKY NpeaIaralT cAejl1aTh CCKBEHMpoBaHue?

CeKBEHUPOBAHUE SIBIISIETCS OCOOCHHO Ba)KHBIM MHCTPYMEHTOM B CITy4asiX CEpPbE3HBIX,

HO HEJJMarHOCTHPOBAHHBIX 3a00I€BaHNH, TPUYNHOH KOTOPBIX, BEPOATHO, CTAJIO
MHUKpOU3MEHEHHe B TeHax. J{Jisi oOHapy>KeHUsl TaAKUX N3MEHEHUH TPpaJUIOHHBIE METOMBI
WCCIIeJOBaHMsI, HAIPUMED, KAPUOTHITMPOBAHNE M CPaBHUTEIIbHASI TCHOMHAsI
rubpuanzanust (array CGH) moryT okazaTtbest Hed(hEeK THBHBIMH.

Panpliie B [eNIIX THArHOCTHKH 3a00JICBaHUI CEKBEHUPOBAHKE, KaK MTPABUIIO,

He POBOAMIOCH. TONBKO B paMKaX OpPUTAHCKHX HCCIIEI0BATEIbCKHUX MPOSKTOB
«Pacmdposka nHapymienuit pazsutus» (Deciphering Developmental Disorders, DDD,
www.ddduk.org) u «100 000 reromoB» (100,000 Genomes Project,
www.genomicsengland.co.uk) HEKOTOPBIM CEMbSIM OBLIO MPEITIOKEHO MOTHOIK30MHOE
U TIOJTHOT€HOMHOE CEeKBEHHPOBAHHE.

[Noznuee Ha 6a3e HarpoHanbHO# city>x0bI 31paBooxpaHenust BennkoOpuranuu Obuia
coznana Ciyk6a TeHeTHYECKUX METO/I0B THATHOCTUKH, JICUCHUS U POPUIaKTUKH
3abonesanuii (Genomic Medicine Service, GMS). menno Tak Bennkobpuranus crana
NIEpPBOM CTPAHOM B MUPE, I/I€ IO LEJIOMY PSAAY OKa3aHUH IOJIHOE CEKBEHUPOBAaHUE
TE€HOMAa CTaJIO YaCThIO CTAaHAAPTHOM MEAMLIMHCKON NPaKTUKU. bnaronaps sroi
WHUIMATUBE y MHOTUX JETEH M B3POCIbIX, KOTOPBIM paHee He ObLT TOCTABIICH AUArHO3,
HOSIBUTCS OOJIbIIIE BO3MOXKHOCTEH Y3HATH O TeHETHYECKHX N3MEHEHHSIX, JISKALIHUX

B OCHOBE UX KJIMHHYECKUX OCOOCHHOCTEH HJIH PACCTPOMCTB.

Kak moay4yurs pe3yabTarbi?

Pe3ypTaThl CEKBEHNPOBAHMUS MOKHO ITOJIYYUTh Y Bpaya, HA3HAUMBIIIETO UCCIIEOBaHNE.
OH mact Bam oO111ee IPEACTaBICHUE O MOITYYEHHBIX JaHHBIX. Kpome Toro, mo ntoram
KOHCYNbTAIUH, KaK IIPAaBIIIO, BBLAAETCS 3aKitoueHre. Bo3MoXkeH 1 Apyroi BapuaHT —
BBl MOKETE MOIYYUTD IPEIBAPUTEIHHOE 3aKITIOYCHIE OT Bpada, MPOBOIMBIIETO aHAIIN3.
Ecny naTepniperayst pe3yabTaToOB OKKETCS CIIOKHOM MITH TTOTpedyeTcst
JIOTIOJTHUTENIFHOE 00CIIeI0BAaHNE WICHOB CEMbH, BaC HANPABST K TEHETHKY.

Kak ckopo pe3yJabTaThl 0yayT rOTOBBI?

CGKBGHI/IPOBaHI/Ie Z[I‘IK — HOBasg TEXHOJIOI'sA, MO3TOMY TSI TIOATOTOBKH PE3YJIBTATOB

" nepeaavn ux poauTeIaM HOTp€6y€TC$I HEKOTOPOE BpEMH. Panpme PEIYIBTATHI
CECKBCHHPOBAHMA, TOTYYECHHBIC B paMKaX UCCIEN0BATCIIbCKNX IIPOCKTOB, COO6HIaJ'H/ICL
TOJIBKO CITYCTA OYCHb JUIMTCIIBHOC BPEMA. HCCMOTpS[ Ha TO, YTO caM TECT IPOBOAUTCA
JOBOJIBHO 6BICTpO, JUTS aHaJIn3a IMOYYCHHBIX JaHHBIX MHOI A Tpe6yeTc51 BaﬂeﬁCTBOBaTB
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Cpa3y MHOI'ux CIICIIMaJINCTOB, U Ha pa60Ty MOXKET yﬁTH MHOTI'O BpEMCHHU. Tem HE MCHEC,
COBCPUICHCTBOBAHUEC TEXHOJIOT Uit CCKBCHHPOBAHUA U HpHO6peTeHHBII71 OIIBIT B ATOU C(bepe
MO3BOJIWJIN YCKOPHUTH IPOLIECC MMOATOTOBKU PE3YIIbTATOB.

PacungpoBka pe3ybTaroB

CexBeHHpOBaHUE MO3BOJIsIET 00HAPYKUTH M3MeHeHus B JIHK yenoBeka, k KoTopbiM
OTHOCSTCS K TIOTEPSIM HJIH MPUOOPETEHNSIM YacTei XpOMOCOM H/WJIY TeHOB (Ha3bIBaeMble
Bapuarmsivu yncna kormii — CNV), a Takxke 3aMeHBI OZJHOT'O a30THCTOTO OCHOBAHHMS
JPYrUM B HYKJIEOTHE OTAEIBHOIO reHa (M3BECTHBIE KaK OJTHOHYKIICOTH/IHBIE BAPHAHTHI
— SNV). MHorue u3 Takux H3MEHEHHI BCTPEYarOTCs 4aCTO M, BEPOSTHO, IPAKTHIECKU
HE BJIMAIOT Ha 3/I0pPOBbE U pa3BUTHE opraHusMa. [lpyrue nposBisioTcs Kak peKue
TeHETUYECKHE BApUAHTBI, KOTOPBIE CONPSDKEHBI C Pa3HOOOPa3HBIMH OCOOEHHOCTSIMHU

U KJIMHUYECKUMU NpOosBIeHUAMHU. HekoTopbie n3MeHeHUs1 BCTpedaeTcs KpaiiHe peko,

U B OTAENBHBIX CIy4asX 3TO 03HAYaEeT, YTO ITOKa HEBO3MOXHO YCTAHOBUTD, BBI3BaHBI JIU
0COOEHHOCTH, KOTOpPBIE TIPOSIBIISIIOTCSI Y B3pOCIIOrO MM peOeHKa, KOHKPETHBIM
u3menenneM JIHK. TTonoOHbIe HEOTHO3HAUHBIE PE3YJBTATHI HHOT/IA MOXKET MPOSICHUTD
TeHeTHYeCcKoe 00CIIeI0BaHNE POIMTENIEH, M3BECTHOE KaK Tpro-aHanu3. [logennTbes
pe3ynbTaTaMy qUarHoCcTUKH MoxkHO Ha ruathopme DECIPHER
(www.deciphergenomics.org). C ee OMOIIIbIO YUCHBIE, BPA4d U POJUTEIH MOTYT
CPaBHUTH KIMHHUYECKUE CUMITOMBI JIIOJIEH ¢ OJMHAKOBBIMUA T'€HETHYECKUMHU BapUaHTAMU.

I'eHeTHK yTBepKIaeT, YTO Yy MOero pedeHKka 00Hapy:KeHbl U3MEHEHUS
B onpenejieHHOM rese. Kak y3naro, 3a 4T0o 0TBe4aeT 3TOT IeH?

B Hacrosimee BpeMst U3BECTHO O POJIH JIUILIB HEOOIBIION0 YHCIA I'EHOB U HX CBSI3H

C ompezAeNeHHBIMHU Npu3HakamMu. Eciu B cydae ¢ BammM peOSHKOM 3Ta CBSI3b
YCTaHOBJIEHA, TO MHPOpMALHUI O TOM, KaKOI IMEHHO T'€H 3aTPOHYT, MOXET OBbITh I0JIe3Ha
11 00eCIIeueHns HaJUISKaIero yxoua 3a peOeHKOM 1 HaOIIOAEHHUS 3a eTO 310POBBEM.
He Bce cirygan MOXXHO oIucaTh IIPOCTON MOZEIBIO «OOUH I'eH — OJHO 3a00IeBaHUEe.
HexoTopble 13 TeHOB YCTPOEHBI CIOKHEE, U BAPUAHTHI B Pa3HbIX MX YacTAX WU Pa3HbIE
TUIIbI BAPUAHTOB MOT'YT PUBOANTH K Pa3HbIM KIMHUYECKUM IPOsABICHUSIM. Ecnu BbI
XOTUTE y3HATh OOJIbIIIE O KOHKPETHOM T'€HE MIIM TeHaX, CBSI3aHHBIX C 3a00JIeBaHUEM
BaIero pedeHKa, BBl MOKETe 0OPATHUTHCS K Bpady-TeHETHKY WJIH KOHCYIBTaHTY

10 BorpocaM reHeTHKU. OHHU MPefoCTaBsAT BaM Oosee oApoOHY0 HHPOPMALHIO.

Braromapst momory Bpadei-reHeTHKOB M IPYTHX MEIUIIMHCKHUX paboTHrkos Unique
PETYJISPHO MOMOIHSET KOJUISKIHIO OPOIIIOpP O MOHOTCHHBIX 3a00sieBaHusIX. MaTtepuabl
HAaXOMIATCA B CBOOOIHOM JIOCTYIIE TI0 aapecy: WWWw.rarechromo.org/disorder-guides.

B 4yem npenmyiecTBa ceKBeHUPOBAHMS ?

CexBeHHpPOBaHNE — 3TO HAMOOIEe TOUHBIN METO] HCCIICIOBAHMS TEHOB U XPOMOCOM,
JOCTYITHBIN Ha CErONHAITHUN AeHb. OHO MO3BONSIET BEISIBUTH 3a00NIEBaHNE y OOIBIIErO
KOJMYECTBA JIETEH, YeM Mpyrue reHeTHdeckue TecTel. KpoMe Toro, 6rmaromapsi TEXHOIOTHH
CEKBEHHPOBAHUS MOXKHO OOHAPYKUTH N3MEHEHHUS B TEHAX M XPOMOCOMAaX Jaxe MpH
OTCYTCTBUH OYEBUIHBIX TCHETUUECKHUX MPEIIIOCHUTOK JUTS TIPOOIEM CO 37TOPOBBEM FITH
pasButueM. Kak nmpaBuio, Ut TAKUX CITy9aeB HET PYTUX CHENHAATBHBIX TCHETHIECKIX
AHAIIN30B, C TIOMOIIBI0 KOTOPHIX TOCTAHOBKA JIarHO3a CTajia OBl BO3MOXKHOM.
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JnartHoctrka ¢ UCMOIb30BAHUEM CEKBEHUPOBAHUS MO3BOJISIET OMPEAETUTh IPUUNHY
po0JIEM CO 3I0POBBEM, UTO U30aBIISICT peOeHKA OT HEOOXOAMMOCTH IPOXOTUTh
MHOXECTBO JIOTIOTHUTEIBHBIX 00cienoBanmii. [locTaHOBKA AMAarHO3a MOXKET TIOMOYb BaM
Y BallieMy Bpady OOpaTHTh BHUMAaHUE Ha CHMIITOMBI, KOTOPBIE YACTO BCTPEUAIOTCS

y mozei ¢ Takumu ke usmeHenusmu JIHK, kak u y Bamrero pedenka. Kpome toro, 3to
JlacT BaM BO3MOYKHOCTbB NPEANOIO0KHUTE, YETO CIeIyeT 0XKUIATh 110 MEPE €ro B3POCICHHUS.
Ecnu cBsi3b Mex 1y Onpe/ieieHHBIM T€HOM U KOHKPETHBIM MPU3HAKOM HJIM CUMIITOMOM
yCTaHOBJIEHA, TOJ00paTh MOIXOsIIEe JICUSHUE CTaHEeT MPOIIIE.

HexoTopbie poguTeny c4uTaroT BaXKHBIM COOOIINTH O JMArHO3€ CBOEro pedeHKa
pabOTHHKAM IIKOJBI U IPYTUX YUPEXKIECHUH. DTO HY)KHO, YTOOBI B yIeOHOM 3aBEICHUN
3HAJIY O €T0 OCOOEHHOCTSIX U IIPU HEOOXOIUMOCTH MOIJIM OKa3aTh noMols. Kpome Toro,
POAUTENH BCTYMAIOT B TPYNITHI MOJIEPKKH, YTOOBI TO3HAKOMHTBCS M, BOSMOXKHO,
HaaguTh CBA3b C IPYTUMU CEMbSIMH, KOTOpPbIE CTOJIKHYIHUCh C TIOXOKUMH TPYAHOCTAMHU
Y aHAJIOTHYHBIM JJUarHO30M y peOeHKa.

Korna y pebenka oOHapyxuBaercst uamenenue B JJHK, ponurensm (1 HEKOTOPBIM Jpyrum
HJICHAM CCMBI/I) TOXEC MOXCT 6BITI) MpCATI0XKEH FeHETHYECKHUI TeCT. ITO HY>XHO U1l TOTrO,
‘-ITO6BI BBIAICHUTBH, HC ABJIAKOTCSA JIM OHHU HOCHUTCIIAMU W3MEHECHUH B HHK, KOTOPBIEC MOI'YyT
NnepeaaBaTbCsa UX 6y)1yI_I_II/IM JCTAM U BBI3BIBATH XPOMOCOMHBIC WJIM I'CHHBIC U3MCHCHU.
Ecnu y B3pociioro 4esnoBeka €CTh FTeHETUIECKUE OTKIIOHEHUS], EMY Ba)KHO 3HATh O CBOEM
nuarHose. Tak OH CMOXKET CIEANTH 3a 37J0pOBBEM U CBOEBPEMEHHO BBISBIISTH BO3MOXKHBIE
HapyIIEHHs, KOTOPbIE MOTI'YT IPOSIBUTHCS B OynyiieM. B 3aBucuMocT oT pernona
MIPOXKMBAHUSI U KOHKPETHOW I'€HETHUECKO# MPOOIeMbl BO3MOXHOCTh ITPOUTH
TEHETUYECKOE TECTUPOBAHUE JJIS1 WIEHOB CEMbH MOXKET OTJINYAThCS. JloCTyHHbIE
BapUaHTHI BBl MOXKETE 00CYAUTH C BPa4OM-TEHETHKOM.

OrpanuyeHusi ceKBeHUPOBAHUS

B oTinuue ot pe3ynbTaTOB CEKBEHHUPOBAHHMS OT/IENIbHBIX T€HOB, HHTEPIIPETALIUS
Pe3yNbTaTOB CEKBEHUPOBAHUSI MOJIHOI'O T€HOMA MIJIM 3K30Ma OY€Hb CIIOKHA. Y KaJI0ro
YyeJoBeKa yHUKallbHas nocienoBatenbuocth JJHK, a 3T0 03Havaer, 4to Mexay oMU
CYIIECTBYET MHOXKECTBO MEITKUX T€HETHUECKUX PA3JIMUMii, Ha3bIBAEMBIX BApUAHTAMHU,
KOTOpBIE MOT'YT OBITh BOBCE HE CBSI3aHbI C TEMH MPU3HAKHU, M3-32 KOTOPBIX TPOBOAUTCS
uccnenoBanue. HekoTopbie BapHaHThl BCTPEUAIOTCS YacTo, APYTUe — PEIKO, U 3TO
YCIIOXKHSET MOUCK KOHKPETHBIX TeHETUUECKUX Pa3IM4uii, KOTOPHIC BhI3BIBAIOT OIpeE/ie-
JIeHHbIE OTKJIOHEHUS B pa3BUTHU. K Takum n3menenusm [JHK oTHOCsATCS Bapuanuu yucna
koruii renoB (CNV) u ogHOHyKIeoTHAHBIE BapuaHThl (SN'V), KOTOpBIE pacipoCcTpaHEeHbI
B 00mI1e#i MOnyIsIyy 1 B OONBITMHCTBE CIy4aeB HUKAK ceOsl He MPOSBIIAIOT. Takue
BapHAHTHI HA3BIBAIOT HOOpoKadecTBeHHBIMH. OmHako nHorna CNV mmu SNV moryt
BIIHMSATH HA 3/I0POBBE WITH pa3BUTHE. B TaKMX Ciydasx UX Ha3bIBAIOT [IATOTCHHBIMU
BapraHTamu. HeKoTopble pe3yabTaThl CEKBEHHPOBAHHS MOTYT BKJIIOYATh H3MEHEHHS B
JTHK, 3HaueHue KOTOPBIX MOKA HEM3BECTHO. JTO HA3BIBACTCS BAPUAHTOM HEU3BECTHOIO
3naveHus (obo3nagaercs kak VUS mim VOUS). Takne BapraHTBI MOTYT 3HAUUTEIBEHO
3aTpyAHATH HHTEPIIPETANIO PE3YNbTaTOB aHau3a. Kpome Toro, HeKOTOpble N3MEHEHUS
JHK, Takne kak n3MEHEHHUs KOJIMYECTBA MHOTOKPATHO TOBTOPSIOIINXCS TTOCTIEI0BA-
tenpHOCTel JJHK (Hampumep, mpu 6ome3Hu [ eHTHHTTOHA), TPYIHO OOHAPYKUTH C
TIOMOIIBIO COBPEMEHHBIX TEXHOJIOTHI CEKBEHUPOBAHMS TeHOMa. J[J1st AnarHocTuKu
3a00sIeBaHNH, BEI3BAHHBIX TTOI0OOHBIMU H3MEHEHUSIMH, HCIIOJIB3YETCS IpyTasi METOANKA.
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MoskHO /1M IPOITH CeKBEHHUPOBAaHHE B PAMKAX IIPEHATAJBHOIO
TeCTUPOBAHUA?

IMockonbKy CeKBEHHPOBAHIE — OTHOCHUTENIFHO HOBAsl M Pa3BUBAIOILASICS TEXHOIOTHS,

JI0 POXKJICHUSI peOCHKA ero OOBIYHO HE MPOBOISAT. TONBKO B OYCHb PEAKUX CIyYasX OHO
MOKET OBITh BKJIFOYECHO B IIPOrpaMMy MPEHATAIBHOTO TECTHPOBaHUs. B yacTHOCTH,

B AHIJIMH HEJ]ABHO OBUTO BBEJICHO YCKOPEHHOE CEKBEHMpPOBaHKE Sk30Ma. OHO BKITIOYAET
B ce0sl aHAITU3 HEOOMbBIIION MTAHETH TeHOB, KOTOPHIE, KaK U3BECTHO, BBI3BIBAIOT MPOOIEMBI,
MIPOSIBIIAIONIMECS B IPeApOoA0BOM nepuoa. Takas mponenypa nmpoBoaurcs, eciu Ha Y31
OBUTO OOHAPYXKEHO, UTO Y peOCHKA MOKET OBITh TeHeTHYEeCKOe 3a0oeBanue. Ecimu

y OJIHOT'O U3 YICHOB CEMbH CEKBEHUPOBAHUE MOKA3AJIO MATOTCHHBIN TeHETHYCCKUiT
BapHUaHT, TO MPH JI000H MOCIenyIoIel OepEeMEHHOCTH BO3MOXHO TIPOBEICHHE
MPEHATANTBLHOTO TECTUPOBAHMSI UITH MPEUMITTAHTAIIMOHHON TeHETHUECKON THArHOCTHKH.

IToBusieT JIM CeKBEHUPOBaHUE HA JIeYeHHEe Moero pedeHKa?

C nmomornrsio cekBeHupoBanus JJHK M0XHO BBIIBUTH U3MEHEHHS B TEHETUYECKOM
Marepualie, KOTOpble MOI'YT OOBSICHUTh TPYIHOCTH B OOYUEHHH HJIH 33JJCPIKKY

B Pa3BUTHU peOEHKa, HO ATO HE FrapaHTUPYET HEMEIIEHHOT'O YIIy4IIIeHUS] METO/I0B
Tepanuu. OHAKO €CITM OKa)XeTCs, 4TO y peOeHKa AyOaupoBaH, yaajieH Wik U3MEHEH I'eH
WIN y9aCTOK XPOMOCOMBI, CBSI3aHHBIN C ONpeJIeIeHHBIM KIMHUYECKUM MPU3HAKOM, Bpay
CMOXKET CKOPPEKTUPOBATh jieueHne. Kpome Toro, 3HaHe AuarHo3a Ballero pebeHka Jact
BaM IPEJCTaBICHUE O BO3MOXHBIX IIPOOJIEMax €O 310pOBbEM, KOTOPBIE YK€ MOIJIN
IIPOSIBUTHCA Y APYTUX JIIOJAEH ¢ TAKMM K€ MM ITOXO0XKHM XPOMOCOMHBIM MJIM T€HHBIM
HU3MEHEHUEM.

Yo enre MOKHO BbISIBUTH € OMOIIbI0 CEKBEHMPOBAHUA?

I'eHOM Ka)k70T0 YesIoBeKa COIEPKUT MHOKECTBO M3MEHEHUH, HEKOTOPBIE 13 KOTOPBIX
CBSI3aHBI KaK C TEKYIIUMH, TaK U C HOTEHIIMAIEHBIMM 3a00JI€BaHISAME U JPYTUMHU
HWHAWBUAYAIBHBIMHA 0COOEHHOCTAMH. Y XpOMOCOMHBIN MHUKPOMAaTPUYIHBIN aHAIN3,

U CEKBEHMPOBAHUE BBISBIIIOT HEOXKUIAaHHBIE TEHETHUECKHE PUCKH, KOTOPHIE MOTYT

HE UMETh OTHOLIEHUS K EPBOHAYAILHON NPUYUHE 00cIe10BaHus. Taknue pe3ynbTaTsl
YaCTO HA3bIBAIOT «CITYyIailHBIMUY WIIN «HEOKHJAHHBIMI», IOCKOJIBKY OHH HE CBSI3aHBI
C OCHOBHOMW NIPUYHHOM 00CIIeIOBAHMS, HO MOT'YT UMETb TIOCIIEACTBHUS ISl 310POBBS
KakK caMoro peOeHKa, TaK 1 YWIEHOB €r0 ceMbH. B HacTosIiee BpeMsl Takue pe3ysibTaThl,
KakK MPaBUJIO, POAUTEISIM HE COOOIAIOTCS, TOCKOIBKY JIaXKe CIIEIMaINCTaM HE BCETa
yZIaeTcs MOHATh UX 3HAYCHHUE.

Yo nesath, eCJId B pe3yJabTaTe CEKBEeHHUPOBaHHsI He YIaJ10Ch
NMOCTABUTH IUATHO3?

Pe3ynbraTel CEeKBEHUPOBAHMS M JATbHEHIINI TIaH JICIEHHST BB CMOXKETE 00CYTUTh

C BpPauyOM-T€HETHKOM HJIM KOHCYJIBTAaHTOM IO TeHeTHYEeCKUM BompocaM. Eciu

JUI OCTAHOBKH JMarHO3a MOYYEHHBIX JAHHBIX OKa)KETCsl HEAOCTATOYHO, CHEIMATICT
HaINpaBUT Ballero pedeHKa Ha JOMOMHUTENbHYIO JUarHOCTUKY. B HacTosiee Bpemst
IIPOBOAUTCS MHOMKECTBO MCCIEOBAHUI, HAMPABICHHBIX HA H3y4EHHE T€HOMA, I09TOMY
BITOJTHE BO3MOXKHO, YTO AWArHO3 Oy/IeT YCTaHOBJICH NP IIOBTOPHOM aHAJIN3e
nocinenoBarensHocTr JJHK pebenka B Oymymiem.
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Kak 3allPpOCUTH CEKBEHUPOBaAHUE I pe6eHKa?

PaHb1re cekBeHHpOBaHUE TeHOMA OBLIO JIOCTYITHO TOJTBKO B PAMKAX HCCIICIOBATEIIECKAX
mpoekToB. OHAKO OTarogaps CHIKEHHIO CTOMMOCTH TEXHOJIOTUH CEKBCHUPOBAHUS

Y PaCHIMPEHUIO 3HAHUA B 3TOH cdepe, Tereps MoJ00HEIE IPOIETYPHI PETararoT

U B OTJICTICHUSAX KIIMHHMYCCKON TeHETUKHA HEKOTOPBIX HAITMOHAIBHBIX CITYXO0
3apaBooxpaneHus. B Anrmuu Ciry:x0a reHeTHYeCKUX METOIOB JTUATHOCTUKH, JICICHUS

u npodrakTuky 3a0oneBannii HanmoHanbHOM CITY>KOBI 3/IpaBOOXPaHECHUS TEIIEPh MOXKET
MIPEUIOKUTh JIFOISIM, COOTBETCTBYIOIIMM KPUTEPUSAM 0TOOpA, TIOJTHOTCHOMHOE
CEKBECHUPOBAHUE B paMKaX IUTAHOBOTO MEIMITUHCKOTO 00CiIeIoBaHus. B ocTaapHOI yacTu
BenukoOpuTaHuu ¥ 3a ¢ MpeeiaMy CUTYaIUs HHAs, HO OKHUIAETCs, YTO CO BpeMeHEM
CEeKBEHHUPOBAaHHUE CTAHET 00Jiee JOCTYITHBIM ISl BCEX JIFOJIEH C MOJI03pEHIEM

Ha TeHETUYECKoe 3a0oyieBaHue. ECu BBl XOTHTE, YTOOBI BallleMy peOCHKY MPOBEITH
CEKBEHUPOBAHUE I'eHOMA, MPOKOHCYJILTUPYHTECH C BPAUOM OOIIECH MPaKTHKH

WJIM TEHETHKOM O LIENIECO00Pa3HOCTH U BO3MOXKHOCTH ITPOBEJICHHUS STOI'0 aHAIIN3a.

Yro Takoe Ciay:xda reHeTHYECKMX METOI0B IMATHOCTUKH, JIeHCHUS
u npopuiakTuku 3adoseBanuii (GMS) HauuoHaIbHOM CJIy:KObI
3ApaBOOXpaHeHus] AHIJIMU?

HanmonanbHas ciyx0a 3ApaBooXpaHeHust AHIJIMKM HEJJABHO MHBECTHPOBAJIa
3HAYUTENbHbIE CPEACTBA B 00ECIIEUSHUE IMPOKOTO, CIIPABEIUIMBOTO U PABHOIPABHOTO
JOCTyIa K TeHETUYECKUM HCCIIENOBaHUM II0 Beell cTpane. Tak Obuta yupexaena Cinyxba
TeHeTHYECKUX METOOB AMArHOCTHKH, JIEUCHHUs U PO UIaKTUKK 3aboneBanuii. B pamkax
9TON MHMIMATUBHI 110 BCeil cTpaHe QYHKIMOHUPYET HAllMOHAJIbHAS CeTh TeHOMHBIX
nabopaTopuid, a TakxkKe padOoTaIOT LIEHTPBI, B KOTOPBIX MOKHO IPOHTH IIOTHOTEHOMHOE
CEKBEHUPOBAHHE U IIMPOKHH CIEKTP APYTUX T'eHETHYECKUX TecToB. OCHOBHAS LIENb
City»xObl — BHEAPHUTH PEryNIpHBIE MPOLEAYPHI TOTHOT€HOMHOTO CEKBEHUPOBAHUS

U IPYTUX NepeOBbIX TeHOMHBIX TEXHOMOTHI 171t pa3paboTKH Ooee
NIEPCOHAIM3UPOBAHHBIX MOIXOAOB K JICUEHHUIO U IPYTMM MEIUIIMHCKIM BMEIIATEILCTBAM.
[epBbIii 9Tan peanu3ayu 1 pa3BUTHS 3TOH CITyKOBI 3arUIaHAPOBaH Ha mepuoz ¢ 2020

o 2025 romsl.



Ciayx0a nHGopMallHOHHON MOJIEPKKU

\

UnidUe

I'pynna nopnepskku cemeii ¢ peAKHMH XPOMOCOMHBIMH OTKJIOHCHUSIMH
Anpec: The Stables, Station Rd West, Oxted, Surrey, RH8 9EE, UK.
Tenedon: +44(0)1883 723356

info@rarechromo.org | www.rarechromo.org

pucoennnsiitecsh k coodmecTBy Unique, 4T00bI MOJYYHTH TONOTHATEIbHYI0 HH OPpMALHIO,
TOMOIIb H KOHTAKTHBIE IaHHbIE ceMeii ¢ IIOX0KUMHU HCTOPHSIMH.

Unique — 3T0 G1aroTBOpUTENIbHASL OPraHU3aLU, HE TTOIy4arolias rocy1apCTBEHHOTO
¢unancuposanus. PUHAHCOBAs MOJAEPIKKA OCYIIECTBIACTCS HCKIIOUUTENIBHO 33 CHET
JI0OPOBOJIBHBIX MTOXKEPTBOBAHUIT M I'PaHTOB. BBl MOXeTe c/ienaTh MOKEPTBOBAHUE HA HAIIEM
o(UIMAIIBHOM CaiiTe:

www.rarechromo.org/donate I[Toxanyiicta, HOMOruTe HaM OMOYb Bam!

[ybnukanus taHHOM OpOLIIOPHI CTaja BO3MOKHOW Onarofaps nmomuepxkke «[loureHHO
KOMITAaHUH OaKaJIeHIIMKOB Y.

I'pynna noanepkku cemeit ¢ peAKUMUA Howmep B peectpe 6J1aroTBOPHTENBHBIX OPraHU3aIHI
XPOMOCOMHBIMHU OTKJIOHEHUAMH 1110661
Opranusariys 3aperucTpupoBaHa B peecTpe Perucrpanuonnslii Homep 5460413

KOMITaHU# AHTIHH U Y 3IIbca
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