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Pesiome

B cTatbe npepcTaBneHbl ABa HabNOAEHUA C XPOMOCOMHbIMI aHOManuAmMu: 1) yacTmyHas
MOHOCOMMUS ASIMHHOTO rJieya 18- XpoMocoMbl pasmepom 29 Mb B Mo3anuHon popme;
2) YyacTMYHasi MOHOCOMUA OJIMHHOrO ryieyva 18- xpomocombl pasmepom 14 Mb, npea-
CTaBNeHHaA B ABYX KJIOHaX KNeTOK (C AeneTupoBaHHOM M KOJMbLEBOW XPOMOCOMaMM).
MaTepuanom ans nccnefoBaHus 6binn Knetkn nepudepuyeckon Kposu. PaccmoTpeHsl
KNUHUYECKNe faHHble, 3Tamnbl NMOCTAaHOBKM FeHEeTUYECKOro AnarHo3a, Posib reHeTUYeCKo-
ro KOHCY/IbTaHTa B YCTAaHOBJIEHUMN FreHEeTMYEeCKOM NaTonoruu, pesysnbTaTbl UCCNef0oBaHNN
MeTOAaMU CTaHZapTHOro KapuotunuposaHua (GTG-banding) n xpoMocoMHOro MUKpo-
MaTpuyHoro aHanum3a (SNP array). leneunsa reHeTMyeCcKkoro Matepurana BbisiBieHa C MoMo-
LL|bO XPOMOCOMHOTO MUKPOMATPUUYHOIO aHaNm3a, OKOHYaTeNbHbIN KapMOTUM YCTaHOB/EH
Mo COBOKYMHOCTW pe3ynbTaToB ABYX MeToAoB. [poaHann3npoBaHa BO3MOXHOCTb BblB-
NeHNA CTPYKTYPHOM NepecTponKy 1 MO3auLmn3Ma pasHbiM/M MeToOAaMmn NCCnefoBaHmA.
KnioueBble cnoBa: feneuuna 18, mo3anumsm, CTaHAapTHOE KapuoTUNMPOBaHUE, XPOMO-
COMHbIN MMKPOMATPUYHbIN aHann3
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Abstract

The article presents two observations with chromosomal aberrations: 1) mosaic partial
monosomy of the long arm of the 18th chromosome, 29Mb in size; 2) partial monosomy
of the long arm of chromosome 18, 14Mb in size, presented in two clones of cells (with
deleted and ring chromosomes). The material for the study were peripheral blood
cells. Clinical data, stages of a genetic diagnosis, the role of the genetic consultant in
the identification of genetic pathology, research results by standard karyotyping (GTG-
banding) and chromosomal microarray analysis (SNP array) are considered. Deletion
of the genetic material was detected using chromosomal microarray analysis, the final
karyotype was established by the combination of the results of the two methods. The
possibility of revealing structural rearrangement and mosaicism by different research
methods is analyzed.

Keywords: deletion 18q, mosaicism, standard karyotyping, chromosomal microarray
analysis

B BBEJEHWE

B KnuHuueckom npakTuKe Bpay-reHeTWK 4acTo CTaNIKMBAeTCA C CUTyauumen, Korga
3aTpeboBaHHble NabopaTopHble UCC/IeoBaHMA He [aloT OCHOBAHWA ANA MOCTaHOBKM
reHeTUYeCckoro AmnarHosa. NauneHT MOXeT Ha MHOTVE Fofibl UK HaBCceraa oCTaBaTbCA C
HeBbIACHEHHbIM AMarHO30M. TO ABNAETCA AJOBOJIbHO KPUTUYECKOW CUTYyaLmen gna onpe-
LeneHns prcka noAsneHna NogobHbIX HapyLIeHWIA NPY CleayoLwwmx nnaHnpyemblx bepe-
MEHHOCTSIX.

MNMosiBNeHne HOBbIX NabOPATOPHBIX TEXHONOMMI FrEHETMUYECKOro aHanm3a (XpoMOoCoMm-
HbI MUKPOMaTPUYHbI aHanu3, CeKBEHNPOBaHNE HOBOIO NMOKOJIEHUA) C UX PEBOJTIOLINOH-
HO BbICOKUM pa3peLleHnemM No3BOMIO0 3HAUMTENIbHO Yalle BbIABATb NAaTOFrHOMOHMYHbIE
reHeTMyeckne HapyleHus. 3HaHMA O BO3MOXXHOCTAX HOBbIX AMAarHOCTUYECKNX METOAO0B
ABNAOTCA peLlaloWwnmm B paboTe Bpaya-reHeTrKa. He MeHee BaKHbIM acreKTOM ABMIAIOTCA
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C Mo3anum3mom no 18- xpomocome

1 3HaHWA O Npupoae reHeTn4yeCKmnx Hap)/LLIEHI/IIZ, Korga v Kakme aHasin3bl Hanbonee Paun-
OHaJIbHO 3aKa3blBaTb NMpw KOHKPETHOVI KNMMHNYECKON cnTyauunn.

o HacToAwero BpeMeHN OCHOBHbIM MeTOAOM OMArHOCTUKN XPOMOCOMHbIX HapyLue-
HWI ABNAETCA METOA CTaHAAPTHOro KapnotnnmnpoBaHuA. B caany MmeHee CY6'bEKTI/IBHOI'O
XapaKTepa nccnefoBaHni (HO He VIHTepI'IPETaLI,VII/I), MO CpaBHEHNIO C KNaCCNYeCKNM LNTO-
reHeTnyeCcknm aHaamsom (CTaHAapTHOE KapI/IOTVII'II/IpOBaHI/IE), XpOMOCOMHbIVI MUKpOMa-
TpI/ILIHbIl7| aHaJIn3 MOXET HMBENMpPOBaTb BJINAHME YeloBeYECKOIro cbaKTopa nnn HeogHo-
3HAYHOCTb CyLeCcTBYOLWEro npoTokosia npu nposeaeHnn PYTUHHDbIX nccnefoBaHum.

B sToM cTaTbe Mmbl npuBOANM aHaNn3 ABYX CJly4YaeB, KOrga BBeAeHMe B JarHoCcTnye-
CKni npouecc XpoOMOCOMHOIro MMKpPOMaTpUYHOIo aHanln3a no3BoJsinio pa306paTbCﬂ B
npupone reHeTnvyecknx HapyLUEHVII;I N NpUYnHax Heyaad KnacCn4yeckoro yntoreHeTmnye-
CKOro nccnepgoBaHuA.

B MATEPWAJIbl U METObI

MaTtepuanom ana nccnegoBaHua 6oina nepudepnueckan Kposb. C Liefbio BblSBNEHNA
XPOMOCOMHbIX MepecTpoeK NCNosb30BanCh ABa MeToAa:

1) cTaHBAPTHOE KapMOTUMNMPOBaHME;
2) XPOMOCOMHbIV MUKPOMaTPUYHbIN aHanm3.

CTaHJapTHOE KapuOoTMMMPOBaHUE NPOBOAMIOCH C MOMOLLbIO CTAaHAAPTHON MeTOAu-
kKn GTG-banding. XpoMOCOMHbIi MUKPOMATPUYHBIA aHanM3 BbINOMHANCA C UCMONb30-
BaHMeM Mukpounnos lllumina CytoSNP-12 v2.1, Illumina CytoSNP-850K v1.1, cuctemsl
NextSeq550 (Illumina, CLLA) cornacHo pekomeHaaumam npounssoautens. icnonb3osanca
SNP array (Illumina). JaHHbIN TN aHanM3a Kpome KonmyecTBa reHomHbIx Konui (Log R
Ratio) noka3sbiBaeT Konuuectso anneneli (B-Allele Frequency). Pesynbtatbl 6binv BU3yanu-
3upoBaHbl B nporpamme BlueFuse Multi (Illumina, CLUA). MHTepnpeTauusa mukpoabeppa-
LU NpoBefeHa C UCMOb30BaHNEM OHMAH-BePCUii ba3bl JaHHbIX FEHOMHbIX BApUaHTOB
DGV (Database of Genomic Variants), DECIPHER (Databast of Chromosomal Imbalance
and Phenotype in Humans using Ensembl Resources), katanora HacnefcTBeHHbIx 6ones-
Heln «MeHpeneBcKoe HacnegoBaHume y yenoseka» (OMIM).

B PE3YJIbTATbHI

Ha6niopaeHue 1. [JoHOLWEHHbIN pebeHOK, AeBoUYKa C MpeHaTasbHOW rmnotTpodureil.
B HeoHaTanbHOM nepuope Habnwojanncb CMHAPOM CPbITMBAHUA U PBOTLI, Npobnembl
BCKapMnMBaHUA, ractpoa3odareanbHolin pedniokc. PebeHok pa3sumBanca ¢ Gusnyeckon,
NCYXOMOTOPHOW 3aflep>KKON. HeBponornyeckuni ctaTyc: MblleYHas runoToHNA, FOPU30H-
TaNbHbIV HWUCTArM, LWWyMHOe AblxaHue. JlnueBble ocobeHHOCTU: Bpaxuuedanms, NNOCKuin
3aTbINIOK, BbICTyNawwWuin 106, mrkpouedanus, crnakeHHble HaAOpPOBHbIE Jyruv, NPAMO-
NUHeNHble 6POoBK, FMYOOKO MOCaXKeHHbIe r1a3a, y3Kue rnasHble LWenu, WnpoKasa CrnHKa
HOCa, K/TIOBOBMAHDBIA HOC, TMMOMNJIA3uA KPblibeB HOCA, KOPOTKMIA GUNBTP, BbiICOKOe HEGO,
«KapnoobpasHbl» PoT, rmnonnasna cpefHen Tpetu nuua. KoctHaa cuctema: neBocTo-
POHHAA KOCONanocCTb, aHOMasbHaA ycTaHOBKa MepBbix ManbueB cton. OcobeHHOCTU
nepmatornudurkm nagoHen. KoxHble n3meHeHUA: aTonuuecknii gepmatut. Atpodusa 3pu-
TenbHbIX HepBOB. HelipocoHorpadusa, MPT ronosHoro mo3sra: cy6aneHgmMasnbHble MHOTO-
KaMepHble KUCTbl C 06enx CTOPOH; aTpodnUeCKIin NPoLLecC B BELLLECTBE FOIOBHOMO MO3ra.
MepBan Bepcua AnarHo3a: «xxpoMoCcomHaa 6onesHb». OgHaKO XPOMOCOMHOW NaToNorum
C UCNONb30BaHNEM CTaHAAPTHOIO KapuOTUMMPOBaHUA He BblABNeHO (Kapuotun 46,XX).
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B cBA3M c Nofo3peHrem Ha HacneACTBEHHYHO STMOJOrMIO 3a60N1eBaHNA ANarHOCTUYECKIIA
NOWCK MPOAOIKMNCA: AUArHOCTUKA MUKPOAENELMOHHbIX CMHAPOMOB metogom MLPA;
aHanm3 akKTMBHOCTU NIN30COMHbIX GEPMEHTOB; ANArHOCTUKA MUTOXOHAPMWANbHbIX 3a60-
NeBaHWI; CeNEeKTUBHDBIA CKPUHUHI HAacNeACTBEHHbIX 6one3Hel obmeHa (Npobbl KPoBU 1
MOUM); TaHAEeMHaa MacC-CNeKTPOMETPUA CYyXMX NATEH KpoBu (Mpodusib aMUHOKMUCIOT 1
aUUNKapPHUTUHOB B HOPME); AnarHocTnka cuHgpoma Petta metogom lMLUP. U3meHeHuin He
BbIABNEHO, KOMMIEKC KNMHUYECKMX MPOABEHMIA OCTaBaNCA HeKNaccuduLmMpoBaHHbIM.
TaknMm 06pa3om, K 5 rogam reHeTUUeCKnii MarHo3 pebeHkKy He 6Gbin ycTaHoBIEH. B Hallem
LeHTpe B 3TO BpemMA Oblil BHEAPEH XPOMOCOMHbIA MUKPOMATPUUHBIN aHanu3. Bpau-
reHeTuK No-npexkHeMy npegnosnaran XPOMOCOMHYIO MaTOMOrMI0 U MO3TOMY HaCcTOAN Ha
npoBeAeHN aHanm3a XpOMOCOMHOrO CTaTyca HOBbIM BHEPEHHbIM B MPaKTUKY METOLOM.
bbina yctaHoBneHa geneuma yyactka 18- xpomocombl 18g21.2—18qter B MO3anyHom
¢dopme (arr[GRCh37] 18921.2q23(48402338-77833127)x1) (puc. 1). ConoctaBneHune ¢eHo-
TUMOB HaLIero nauMeHTa 1 ONMMCaHHbIX paHee NauueHToB C Aeneunen 18q obHapyxmno
COBMaZeHMe No OCHOBHbIM MpU3HaKaM: 3aflepKKa pa3BuTUA, LeBble gucMopdum, aHo-
Mannmn KOHEYHOCTeN, aTpodruecKnii NPoLecc B MO3re, KOXKHble MPOABNEHNA.

Pasmep peneuun coctasun 29 Mb 1 pomkeH 6bin ObiTb BUAEH MpY CTaHAAPTHOM
KapuotunuposaHun. MNpoBeaeHne peaHanmsa BblABUNO 15% mo3anumsm: 46,XX,del(18)
(g21.2)[151/46,XX[85] (pwc. 2).
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Puc. 1. Pe3ynbraTbl XpOMOCOMHOIr0O MMKpPOMaTpPU4YHOro aHanunsa: 18-a xpomocoma
Fig. 1. Chromosome microarray analysis results: chromosome 18
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18 18 18 del(18)
a) b)

Puc. 2. PesynbTaTbl CTAaHAaPTHOTO KAPMOTUNMPOBaHUA: a) HOpMasnbHbie 18-e xpomocombl, b) peneuns
18-11 xpomocombl
Fig. 2. Results of standard karyotyping: a) normal 18th chromosomes, b) deletion of 18th chromosome

Ha6niopeHue 2. [loHOWeHHbIN pebeHOK, AeBouYka. PebeHOK pa3BuBanca ¢ ¢usn-
UECKOW, NCYXOMOTOPHOMN, 3adepxKol. Mpu ocmoTpe B 9 mMecALEB BbIABEHbI MHOXe-
CTBEHHblE BPOXIEHHblE OCOOEHHOCTN PAa3BUTUA: MIIOCKOE NEPEHOCHE, TMMNePTENoPU3M,
MOHTONTOUAHDBIA pa3pes rnas, y3kasa Kalima ry6, yriibl pTa OnyLeHbl, MbILIEYHbIA TOHYC
CHVIXEH, BpaxupakTunua Kuctei, KnuHogaktunua V nanbua. fonoBy pebeHoOK Aepan
¢ 3,5 mecAua, nepsble 3ybbl NOABUNUCL B 7 MecAUeB, B 9 MecALEB MepeBopaunBanca
BANO, He cuaen. KnuHnyecknii anarHos B 9 mMecsALeB: paHHee opraHMYyeckoe nopaxe-
HVe FOSIOBHOTO MO3ra C BblpaXKEHHOW 3aiePXKKOI NMCMXOMOTOPHOMO Pa3BUTUA, aTOHMYe-
CKU-acTaTUYECKUM CUHLPOMOM, BPOXKAEHHOE OTCYTCTBME, aTPe3ns 1 CTPUKTYpa IEBOro
CJTyXOBOFO MPOXOAQ, CyXKeHre NPaBoro CiyxoBoro npoxoga. MNpu nccnegoBaHMmn KNeTok
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Puc. 3. Pe3ynbTaTbl XPOMOCOMHOrO MUKPOMATPUYHOr0 aHanm3a: a) Tpucomms X-xpomocombl,
b) yacTuHaa moHocomus 18-ii XpoMocombli

Fig. 3. Results of chromosomal microarray analysis: a) trisomy of the X chromosome, b) partial
monosomy of the 18th chromosome
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X X X 18 del(18) 18  r(18)
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Puc. 4. Pe3ynbTaTbl CTaHAAPTHOrO KapuyoOTMNVPOBaHUA: a) Tpucomus X-xpomocombl, b) geneuns
18-i1 XpoMOCoMBi; ) KonbLeBas 18- xpomocoma

Fig. 4. The results of standard karyotyping: a) trisomy of the X chromosome, b) deletion of

the 18th chromosome; c) ring 18th chromosome

nepudepnyeckon KpoBy METOAOM CTaHAAPTHOMO KapMOTUMPOBaHMA B BO3pacTe OAHOro
rofa yctaHoseH Kapuotun 47,XXX. OgHaKo AaHHbI KaproTW He 06 bACHAN CUMMITOMO-
KOMMAeKc, Habnogaembln y pebeHKa. [eHeTUUeCKnid AnarHo3 K 7 rofam y pebeHka Tak
1 He OblN yCTaHOBIEH. B CBA3U € HacTynneHnem HOBOWM 6epeMeHHOCTM Yy MaTepu oCTPO
BCTa/ BOMPOC MPOrHo3a 6epemMeHHOCTH, OCOBEHHO C yYeTOM TOro, YTO Bpay-reHeTuK
nofo3peBan XPOMOCOMHYI0 Npupody 3aboneBaHusa y pebeHka. bbin BbIMOMHEH Xpomo-
COMHbIN MUKPOMATPUYHBIN aHanu3. [lo pe3ynbTatam aHanusa yCcTaHOBIeHa TPUComUA
X-xpomocombl: Xp22.33q28(60814-155236712)x3; a TakKe MOHOCOMMA yYacTKa ANIMHHOTO
nneyva 18- xpomocombl: 180922.1923(63849680-78015180)x1 (puc. 3).

BbiaBneHHaa nepecTtporika coyeTaeTcss C CUMNTOMOKOMIMIEKCOM Hallero nauueHTa.
Pasmep peneuunn coctaBun 14 Mb v gonxeH 6b11 6bITb BUAEH NPW CTaHAAPTHOM KapuoTu-
nupoBaHun. MpoBeaeHe NOBTOPHOIO aHan3a METOAO0M CTaHAAPTHOMO KapUOTUMNPOBa-
HUA BbISIBUI0 MO3anLIM3M MO CTPYKTYPHON nepecTtporike 18- xpomocombl: 47,XXX,del(18)
(922)[88]/47,XXX,r(18)(p11.37922)[12] (pwnc. 4).

B ObCYXIOEHWE

Xpomocoma 18 coctaBnaeT okono 2,5% Bcen HK B kKneTkax n cogepxut okono 270
Koaupyiowmx reHos. leneymmn 18- XxpoMocombl BCTpeyatoTca ¢ yactoton 1 : 40 000, HO
TOUKW Pa3pbIBOB KpaiHe pa3HoobpasHbl, UTO 0ObACHAET BaprabenbHOCTb KIMHUYECKNX
npoasneHui [1, 2]. B 6onbwmrHcTBe cnyyaes natonorua de novo. bonee obuwme npusHa-
Kn 18g-peneuunin (Hanpumep, gedopmaumy CTomMbl, aTpe3na ciyxa, AUCMUENHM3aUnA,
HMCTarm, HU3KMI PoCT) HabnaaTCA Y L, Y KOTOPbIX OTCYTCTBYET TONbKO ANCTaNIbHanA
yactb 18g22.3-qtel (puc. 5) [3].

B oboux Hawwmx HabnofeHNAX BbiABIEHA OAHA U Ta e NnepecTponka — YacTuyHan
feneuuna ANVHHOTO neya 18- XpoMOoCOMbI, HO B NepBOM HabnofeH pa3mep CoCTaBu
29 Mb, Bo BTOpOM HabntogeHun — 14 Mb. EcTb 1 elle ofgHO pasnunyme: B NepBOM Habsto-
LEeHUN feneumsa NpUCyTCTBYeT B MO3auyHoln Gopme, BO BTOPOM — B NMOJSIHON. KpuTnye-
CKUIM yyacTok cnHapoma 18q- oTcyTcTByeT B 06oumx ciiyyasx. Y oboux geteit Habnioaa-
eTca pAg oblmx yepT: 3aepKka Gr3nMYecKkoro 1 NCMXOMOTOPHOIO Pa3BUTKA, NMLEBbIE
ancmopdum, rmnoToHus, aTpoduyeckre npoueccsl B Mo3sre. ECTb 1 pasnnuma: y nepsoro
pebeHka — aTpoduA 3pUTeNbHbIX HEPBOB, AePOPMaLMV HYMHUX KOHEYHOCTEN, aTonmye-
CKUIM [epMaTuT, y BTOPOrO — aHOManum cinyxa. 31a BaprabenbHOCTb MOXeT 00bACHATLCA
KaK pasmepom fgeneuuu, Tak 1 apyrumu Gaktopamu. Mo gaHHbIM nuTepaTypbl, MHOT1e
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1.1 .
XapakTtepHbIMU NpU3HaKamn cHapoma 18q-ABASIOTCA HU3KWI POCT, 3afepPXKKa

1.2 MUeNHN3aumu, y3kue (Mnv oTCyTCTBYIOLLME) CIyXOBble MPOXOAbl 1 aHOManum CTon.
121 Bce 3T npu3Hakm 6611 KapTrpoBaHbl B 63HAax 18922.3 1 18923. 31n 63HAbI
’ HaXOAATCA B KOHLIe ANIMHHOTO nieya 18-11 XPOMOCOMbI, 1 MO3TOMY [JaHHbIN y4acToK
12.2 6b111 Ha3BaH KPUTUYECKMM Y4acTKOM cuHApoma 18g-.
2> [l
21.1
reH TCF4
212 [~
21.31 .
2133 HU3KNN MuKpouedanma
pocT
22.1 - HefoCTaTOYHOCTb K .
222 . ropMoHa pocTa y3kue pUTA4ECKUA
223 HU3KNN 1 3anepKa cnyxoBble || aHoManuu yy4acTok
poct npoxopbl cron cuHapoma 18qg-
23 MUeNnHM3aLnn

Puc. 5. Ctpyktypa anuHHoro nneva 18-t xpomocombi [4]
Fig. 5. The structure of the long arm of the 18th chromosome [4]

KNMHMYeCKNe NpoABIIeHNA MOTYT LWWMPOKO BapbUpPOBaTh Y Pa3HbIX MaLMEHTOB Aaxe npu
OoAMHAKOBbIX Aeneuynax. Ha peHoTmMn moryT okasbiBaTb BAVAHME COCTaB afsiener B ranio-
WAHOM YYacTKe, reHbl B PYrMx parioHax XpoMOCOM, MO3anLm3m un apyrve gaktopsbi [3].
Bce BblleN3N0KEHHOE [OMIKEH YUNTbIBATb BPay-reHeTVK B MOMCKaxX NPUYMHbI FeHeTnYe-
CKOW NaToNOrnu.

Mo3anum3m npepctaBnseT coboi Hanuume B OpraHU3Me, pa3BMBLLEMCA U3 OAHOMN
3UroTbl, ABYX UK 6onee NONynALUIA KNETOK C pasHbiMU reHoTMNnamu. Mo3aunumsm onucaH
[J1A MHOTMX TUMOB XPOMOCOMHbIX aHOMasuMA, BKIYaa TPUCOMUM, MOHOCOMUW, AeNeLnu,
AYNIMKaumm U T. . BO3MOXKHOCTb BbIABJIEHMA MO3auLM3Ma Mo XPOMOCOMHbIM MepecTpon-
KaM 3aBUCUT OT MCMOMb3yeMblX METOLOB M OT TUMna Mo3auumsma. lNpu ncnonb3oBaHum
CTaHAAPTHOTO KapuvOTUMMPOBAHMA MNPOBOANTCA MOPQPONOrMYECKU aHaIu3  MUTO-
TUYECKMX XPOMOCOM, T. €. NCCIIeAyTCA XPOMOCOMbI Kak No ¢opMe, Tak 1 Mo pa3mepy.
Mo3anLun3m npy STOM METOAE MOXET ObITb He BblAABIEH MO CIeAYOLWUM NPUYMHAM: HE[O-
CTaTOUHbIA YPOBEHb pa3peLleHns, aHann3 OrpaHUYEHHOro UYMCia AeNAWNXCA KeTOoK,
Cy6bEKTUBHDBIV BbIOGOP KNETOK ANA NCCNeA0BaHMsA, NPodeCcCrOoHanbHbIN YPOBEHb LIMTO-
reHeTuKa. [1py NCNoib30BaHMN XPOMOCOMHOIO MMKPOMATPUYHOTO aHanv3a uccegytot
OHK Bcex kneTok BO B3ATOM 06pa3Le Ha pa3HbIX CTafuAaX KINeTOYHOro umkna. MNockonb-
Ky nccnegyetca 1HK, To mopdonornyecknii aHanms XxpomMmoCcom npoBecT HEBO3MOXHO,
B OT/IYME OT MeTofa CTaHAAPTHOIO KapUOTUMMPOBAHNWA, I MOXKHO BbIABUTb MO3auLnM3M
TOMbKO MO pa3mepy HecbanaHCMPOBAHHOMO yyacTKa. BO3MOXHOCTb BbIABIEHUA MO3au-
LM3Ma 3aBUCUT OT ero YPOBHSA, CMONb3yemol MnaTtdopMbl, paspeLuatoLlein CnocobHOCTM
meToAa. Mnatpopma SNP ncnonb3yeT KOMOVHALMIO AAaHHBIX UHTEHCUBHOCTA U FEHOTUMM-
pOBaHKA, YTO NO3BONIAET BbIABNATL faxe 5-10% Mo3auum3m no HecbanaHCMPOBaHHbBIM
nepectporikam [5].

Mo3anyHbIN KaproTrn B 060MX HaLKX HabMLEHNAX NEPBUYHO He Obl YCTaHOBNEH
METOLIOM CTaHAAPTHOrO KapuoTunupoBaHus. B nepBom HabnogeHny nocne nonyyeHus
pe3ynbTaToB C MOMOLLbIO XPOMOCOMHOIO MUKPOMATPUYHOIO aHanm3a (4actmyHas MOHO-
COMUA yyacTKa AJIMHHOTO reya 18- XxpoMoCcoMbl B MO3anyHOM Gopme) Npu NpoBefeHnm
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peaHanu3a npenapartos, NOJTyYeHHbIX METOLOM CTaHAAPTHOTO KapuUoTUNMPOBaHKA, Obin
ycTaHoBneH 15% mo3auuusm. [laHHasa nepectpolika B nonHon ¢dopme He npefcTaBnaeT
npo6nem ana BbiABneHWA (pa3mep geneunm 29 Mb). MNMpuumHom nonyyeHna HopManbHO-
ro KapvoTtuna npu nepBoMm aHanuse, BEpPOATHO, ABUNOCb CTaHAAPTHOE, B AaHHOM Chy-
Yae HeJOCTaTOUYHOE, KONMMYeCTBO MPOaHann3MpoBaHHbIX KneToK. Bcero 6bino uccnepo-
BaHO 25 meTadasHbIX NNAaCTUHOK, YTO TEOPETMUYECKM AOCTAaTOYHO ANA BblABReHMA 12%
MO3auLM3mMa C BEPOATHOCTbIO 95%, OAHAKO Ha NpaKTMKe 3TO He Bcerga AOCTUMXMMO B
CBA3M C CYyObEKTUBHbIM OTOOPOM KNeToK AnA aHanm3a [6]. Mpu peaHanuse nccnepgosanu
60nbLLOE YMCNIO KNETOK, NPOBOANACA NPULESbHbIA MOWCK Npefnosiaraemori NaTonorunu.

Bo BTOpom HabntogeHUn Npu NpoBeaeHNN XPOMOCOMHOTO MUKPOMAaTPUUYHOrO aHanu-
3a BblfABNIEHa Aeneuna AAMHHOro nneyva 18- XxpoMocombl B nosiHon ¢popme. MoBTOPHbIN
aHanm3 Obin HanpaBfieH Ha MOWCK MMEHHO 3TOW NaToNIOrK, HO NPU NCCNefoBaHNUK CTaH-
[AapTHOrO KONIMYecTBa KNeTok (N=25) 6binu BbisBReHbl MOPGONOrnyeckn pasHble CTPyK-
TYpHble nepecTporky 18- XpoMOoCoMbl (AeneLmnsa 1 KonbLeBasa XpoOMOCoMa), Npu nccne-
poBaHuKM 100 KneTok Mo3auum3am Obin noaTeepxeH. B 3Tom ciyyae npuumHamm nponycka
MO3auLM3mMa Npu NepBMYHOM aHanmse ObiNU cnefymolme: orpaHNYeHHOe KONMYeCcTBO
NPOoaHanU3NPOBaHHbIX KNETOK, a TakXKe, BEPOATHO, HEYAOBNETBOPUTE/IbHOE KayecTBO
npenapaToB / HeJOCTaTOYHbIN YpPOBEHb MOArOTOBKM LuToreHeTuka. Obe nepecTponkm
XapaKTepr3oBaancCb OANHAKOBOW AeneLmen reHeTuYeckoro matepmana, YTo n ABMIOCh
OCHOBaHVEM BbIAABNEHNA NOHOM AeneLnn MeToA0M XPOMOCOMHOIO MUKPOMATPUUYHOTO
aHanm3a. B gaHHOM cnyyae mo3anum3m He CBA3aH C U3MEHEHVEM reHeTUYeCKOoro MaTepu-
ana, a Bblpa)kaeTcA B pa3nnyHOM Mopdoniormyeckom npeactaBneHmmn 18- XpoMocombl.
MImeHHO noaToMy Mo3auum3m B JaHHOM 06pasLie MOXKeT ObITb BbIABNIEH TOJIbKO METOLOM
CTaHJapTHOro KapuotunuposaHua. CTPYKTYPHbIN MO3anLm3Mm, NpefcTaBaeHHbI ABYMA
KNOHaMU KNeToK, OfiVH 13 KOTOPbIX C KONbLeBOW 18-11 XPOMOCOMOW, MOXeT ObITb fOMNON-
HUTeNbHbIM MoaMbULMPYOLL MM GAaKTOPOM NPOABIIEHNI YKe CYLLeCTBYIOLLE NaToNormm
B BME YaCTMYHOWN MOHOoCcoMMUM 18Q-.

HecmoTpsa Ha nepBUYHOE NONyYeHne HOPMaNbHOIo KapMOTUMa B HALLMX ABYX CAlyyasnX,
UCKNouMTenbHO Gnarofapa No3nLMy Bpava-reHeTrKa 6bi1 NPoJoKeH MOVCK XPOMOCOM-
HOW NPUYMHBI HabnogaemMbIX KIMHUYECKMX NPOABIEHNI C MOMOLLbIO BbICOKOpPa3peLla-
lolero metofa nccnefoBaHUA (XPOMOCOMHbIE MUKPOMATPUYUHBIN aHanus), Yto NpuBseno
K YCTaHOBJIEHWIO FeHeTUYECKOoro ArarHosa. Y metofa CTaHAAPTHOrO KapruoTUNMPOBaHMA
eCTb CBOW OrpaHuWyeHus, B YaCTHOCTM B BO3MOMHOCTM BbIABAEHMA MO3auum3ama. Yem
MeHbLLIE MPOLIEHT MO3aKnLM3Ma, YeM MeHbLUe pa3mep HecbanaHCMPOBaHHOIO GparmMmeHTa,
TeM MeHee BepPOATHO YCTaHOBMIEHNE MO3aMYHOIo KapnoTumna C MOMOLLbIO KacCMUYeCckoro
MeTofa CTaHAAPTHOrO KapnoTUNMpPOBaHUA. Kpome Toro, NprHLMNManbHOe 3HayeHne npm
paboTe 3TVM MeTOAOM MMeeT KauecTBO MPUroTOBAEHHbIX NpenapaToB (pa3peLueHre) 1
YPOBeHb NOAroTOBKM LTOreHeTnKa. [locTaHOBKa reHeTuyeckoro guarHosa tpebyert Tec-
HOro B3aMMOAeNCTBYA Bpaya-reHeTrKa Co cneumanmcTaMmm nabopaTtopHoOm cyobl.

B 3AKJ/TIOYEHWE

lNocTaHOBKa reHeTMYeCcKoro AmMarHo3a — 3To CJIOMHbI MHOFO3TanHbIN npouecc, KoTo-
pbllh HayMHaeTCA BPaAYOM-TEHETUKOM W 3aKaH4YMBa€TCA WM. nﬂOﬂOTBOpHOG n TecHoe
B3aMMOJENCTBUE KITMHNYECKNX FTeHETUKOB " Bpa‘-IEIZ na6opaTopH0|7| ANAarHOCTUKN nme-
€T MeCTO TOJIbKO B TOM CJlyYae, eC/in Bpay-reHeTUK XOpoLwo NMOHNMaeT BO3MOXHOCTU 1
OorpaHn4YeHMA 3aKa3blBa€MbIX nccnefoBaHnin, a cneunanmncTbl na6opaTopH0|7| Cﬂy)K6bI,
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Jlerko nn NoCTaBUTb LUTOreHeTMYeCKNI anarHos? Npumepsbl ABYX KIVHUYECKUX CllyYaes
C Mo3anum3mom no 18- xpomocome

CO CBOeN CTOPOHDI, AOJIXKHbI NPEeACTaBAATb KNMHNYECKYH COCTaBJIAOLWYIO npeanoarae-
MbIX AMarHo30B. Takoe COTpyAHNYECTBO MO0 6bl COKpPaTUTb BpemMA YCTaHOBJIEHNA FreHe-
TNYECKOIro AnarHo3a, a Takxxe NCKIYNTb npoBeaeHne HEeO6OCHOBAHHbIX nccnenoBaHum.
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