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CNYYAU CEMEMHOW TPAHCITOKALUU
MEXXOY XPOMOCOMAMMU 2 U 18

OnuncaH cnyyan TpaHCNOKaUMOHHOW Tpucommm xpomocombl 18. BbisiBneHHas y nnoga nepectpoika sBfsnachb pesynsraTtoM MaTepUHCKOW

peuunpokHou TpaHcnokaumu t(2;18)(q13;923).

KntoueBble cnosa: C6aJ'IaHCVIpOBaHHaF| TpaHcnokauus, xpomocoma 18, cuHapom Snsap,qca, KapuoTtunmupoBaHue.

Authors describe case of translocation trisomy in chromosome 18. Proband’s chromosomal aberration was a result of maternal reciprocal

translocation t(2;18)(q13;923).

Keywords: balanced translocation, chromosome 18, Edwards syndrome, karyotyping.

BBegeHune. XpomocomHas naTorno-
rsi 3aHUMaeT OOHO 13 BeAyLUMX MecCT B
CTPYKTYpe HacneacTBEHHOW NaTonorum
yernoBeka. OnucaHbl pasnuMyHble TUMbI
XPOMOCOMHbIX U FEHOMHbIX MyTaumn. K
FEHOMHbIM MyTauMsiM OTHOCATCH aHe-
ynnonamm wn W3MEHEHWe NMnouaHOCTU
CTPYKTYPHO HEN3MEHEHHbIX XPOMOCOM.
Hanbonee yacTo BCcTpeyaloTca aHeynno-
naum B BMAe TPUCOMMM, MPU KOTOPOM B
KapuoTune MnosiBNsieTCS OfHa LOMOSHM-
TenbHasa xpomocoma [2]. 3To nponcxoanT
BCMNeacTBME HEeMnpaBUITbHOTO pacxoxae-
HWUS TeX UIN MHBbIX XPOMOCOM BO BpeEMS
Meno3a npu raMeToreHese y OOHOro u3
poauTenei. Hambonee n3BecTHble Tpu-
comuu — cuHapom layHa (Tpucomus 21),
cuHapom Oaeapaca (Tpucomus 18), cuH-
apowm Martay (Tpucomus 13).

CvHapom 3aBapaca — TPMCOMUS XPo-
MocomMbl 18. YacTtota BCTpevaemocTu
3TOro cMHApoMa B nonynsauum — 1 cnyvan
Ha 7000 poxgeHun [4]. LlntoreHeTnyeckun
cvHOpoM 3OpBapaca npeacTtaBrneH B Oc-
HOBHOM MOJTHON TPUCOMMEW XPOMOCOMBI
18. Kpome TOro, BCcTpevarTcs U Mo3any-
Hble bopMbl. ANETEPHATMBHON, HO OYEHb
penKoun, MPUYMHON cuHApoma dABapaca
ABNsieTcsl «HecbanaHCcMpoBaHHas TpaHc-
nokaumsa» [3]. OTo npowucxoauT, Koraa
OOVMH U3 poauTenen sIBNSETCS HocuTe-
nem cbanaHcupoBaHHOWM TpaHCcrnoKaLmu.

MaTtepuan u metoabl uccriegoBa-
HuA. [poBeaeHo LMToreHeTu4ecKoe uc-
crnefoBaHMe CeMbW, KOTopasi SABMSiETCS
HocuTenem cbanaHcMpoBaHHOW TpaHc-
nokaumm mexagy xpomocomamu 2 n 18.
MpenapaTbl MeTadasHbIX XPOMOCOM AN
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LIMTOrEHETUYECKOTO UccrneaoBaHns obinm
nosnyyeHbl «MPSAMbIM» METOAOM U3 BOPCUH
XOPUOHA U «HEMPSIMbIM» — U3 NUMEOLIN-
TOB Nepudepuyeckont KpoBM, KyrbTUBK-
pOBaHHbIX B TeYeHue 72 4, B COOTBETC-
TBUM C OOLLENPUHATON METOANKON.

lMpoBedeH cTaHOapTHbLIA LMTOreHe-
TUYECKMN aHanmM3 meTadasHblX XpPOMO-
COM C ucrnonb3oBaHMeM AvddepeHLm-
anbHow okpackn GTG Ha Mukpockone
Olympus BX43F, ocHalueHHOM undpo-
BOW KamMepoWw, C MOMOLLbI NporpamMmbl
aBTOMaTUYECKOTO  KapuvOTUMMPOBAHWS
CytoLabView.

Pesynbratbl u ob6ceyxaeHue. [po-
G6aHg A., 28 nert, HanpaeneHa B MK Ha
cpoke GepemeHHOCTM 12 Hepenb No no-
BOAY BbISBNEHHbIX npu Y3 xpomocom-
HbIX MapkepoB y nnopa. Y 6epemeHHown
OTSITOLLEHHBIN  PenpPOAYKTUBHbIA  aHaM-
He3: nepBasi GepeMeHHOCTb - caMonpo-
M3BOMbHbIV BbIKUABILL HA PAHHEM CPOKe,
BTOpasd OGepemMeHHOCTb — HepasBuBalo-
wasica. JaHHas 6epeMeHHOCTb, TPeTbs,
npotekana rmagko. [eHeanormyeckun
aHaMHe3 Mo MOHOFEeHHOW HacneacTBeH-
HOW MaToNnorMn u BpOXAEHHbIM NOpoKam
pasBUTUS He oTsAroLLeH (puc.1).

®eHOTMN: acTeHW4Yeckoro Tenocno-
XEHWs, HapyLueHWe OCaHKW, CKONMMOTU-
Yyeckasi gedopmauusi, ronosa OObIMHON
OpMbI, MU0 CUMMMETPUYHOE, TUMo-
TenopusMm, 3yOGHOM psaf HepoBHbIA. Co
CTOPOHbI ApYyrnx opraHoB n cuctem 6e3s
HapyLLEeHWI.

HanHble Y3 nnoaa B cpoke 6epemeH-
HOCTM 12 Hedenb: BbISIBNEHbI XPOMOCOM-
Hble MapKepbl — yBENUYEeHWe TOMLLUMHbI
BOPOTHMKOBOIO NMPOCTPaHCcTBa A0 6 MM,
annasunsi HoOCOBbIX KOCTEN, aHOMasbHbIN
XKENMTOYHbIA  MELLOK, MNaToNormyeckmi
CMEKTP KPOBOTOKa B BEHO3HOM MPOTOKE,
He uncknoyaetca BIC.

Broxummnyeckne mapkepbl B CbIBOPOT-
Ke KpoBu: cBobogHasa B-cybbeanHmua xo-
PUOHNYECKOrO rOHaA0TPOMMHA YenoBeka
(Xr4y) — 2,67 ME/n /0,051 MoM (cHuxe-
Ha), nnaueHTapHbin 6enok A (PAPP-A)
- 3,120 ME/n /1,051MoM (B npegenax
HOpMBbI).

PacyeTr unHomBmayanbHOro puvcka no
Tpucommmn 21,18,13 ¢ mcnonb3oBaHvem
nporpammbl «ACTpamsi»: BbICOKMA PUCK
no Tpucomun 21 (cuHgpom [ayHa) —
1:18, Tpucomun 18 (cuHgpom 3aBapaca)
— 1:4, tpucomumn 13 (cuHpgpom [laray)
—1:88.

YunTbiBas  Hamuume XpPOMOCOMHbIX
MapKepoB, BbisiBNeHHbIX Mo Y3W nnoaa,
N BbICOKUA PUCK MO KOMOMHUPOBAHHOMY
CKPVIHUHTY, NpoBeAeHa MHBa3VBHas npe-
HaTanbHas OuWarHocTuka — TpaHcabgo-
MUHarnbHas xopMoHbroncus. Takke nNpo-
BeJEeHO KapuoTunupoBaHue npobaHaa v
ee cynpyra.

LinToreHeTnyeckoe  vccnegoBaHMe:
B pesynbrate UCCrefoBaHus y cynpyra
npobaHaa BbiSiBNEH HOPMarbHbIN MyXKC-
Kou kapuoTun — 46, XY, y npobaHaa BbisiB-
neHa peuunpokHas (cbanaHcupoBaHHas)
TpaHcnoKaums Mexay XpoMocoMamu 2 1
18, kapuotun: 46, XX, t(2;18)(q13;923)
(puc.2).

Mpu kapuoTunupoBaHuu nnopa Gbinm
BbISIBMEHbl ABE [epuBaTHblE XPOMOCO-
Mbl, SIBAsIOLLMECs pesynsTaTtoM Mate-
PVWHCKOM PELMNPOKHOW TpaHcnokauum
t(2;18)(913;923) 1 Tpu KoMUM XPOMO-
combl 18 3a cuyeT gepuBaTHOM XPOMO-
combl 18, yHacnegoBaHHOM OT MaTe-
pu. Takum ob6pasom, kapuoTun nnoga
Obin maeHtTugpuumposaH kak 47, XY,
t(2;18)(913;923)mat,+18 (puc.3).

B cBsa3u ¢ Tem, 4to y npobaHaa (Ge-
pemeHHon A.) BbisiBNeHa cbanaHcupo-
BaHHas (pPeuunpokHasl) TpaHcroKauus,
ObINO NPOBeAEHO KapuoTUMMpOBaHWE ©
OPYruX YreHoB CeMbM: maTtepu, CecTpbl,

Puc.1. PogocnosHas. Ctpenkoit o6o3HauyeH
npobaHg; I-1V — nokoneHus
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Puc.2. Kapnotun npobanaa: 46,XX,t(2;18)(q13;923) — cbanaHcupoBaHHas TpaHCcnokauusi Mex-

Oy xpomocomamu 2 1 18
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Puc.3. Kapuotun nnoga: 47,XY, 1(2;18)(q13;923)mat,+18

nnemMsHHUUbI. Bce Tpoe sABRsAOTCA HO-
CUTENAMU PELMMPOKHOW TpaHcrokauum
t(2;18)(q13;923).

PaccmaTtpuBasi mexaHu3am  obpaso-
BaHWS «TPaHCIIOKALMOHHOW» TPUCOMUU
cvHAopoma OaBapAca, MOXHO 3aMeTUThb,
4YTO MpU reTEPO3UTOTHOM HOCUTENBLCTBE
PeunnpoKHbIX TpaHcrnokauui B npoda-
3e Menosa XpOMOCOMblI 00pasyloT He
GuBaneHT, a KBagpUBaNeHT — KOMMMEKC
13 yeTbipex xpomocom [1]. ATa cnoxHas
NPOCTPaHCTBEHHasi CTPYKTypa HapyLuaeT
MPOCTOe pacxoxAeHne XpOMOCOM B aHa-
dase, Kk nontocam KneTkn MoryT pacxo-
ONTbCA Kak Mo ABE XPOMOCOMbI (cerpera-
ums 2:2), Tak n Tpu, 1 ogHa (cerperauus

3:1). B Hawewm cny4yae (puc.4) B ramety
nonano 3 XpOMOCOMbI: ABE XPOMOCOMBbI,
yyacTByloLe B PELIMNPOKHON TpaHCmo-
Kauuu, n ogHa xpomocoma 18. MNpwu cnu-
SAHAW TaKoW rameTbl C HOpMarnbHOW rame-
TOV BO3HUKAET TPUCOMUS MO XPOMOCOME
18 — cuHapom 3oBapaca.

Y npobaHaa Ha cpoke 12,5 Hepernb no
MEAULMHCKMM MOKa3aHUsiM — BbISIBIIEH-
Has XpPOMOCOMHas natofiorns y nnoga
— TpaHcnokauuoHHas Tpucomus 18 (CuH-
apom 3aBapfca) € HebnaronpusiTHbIM
nporHo3om — 6epemeHHOCTb Bbina npe-
pBaHa C cornacus CembM.

OMNMpPUYECKUIN pUCK poXaeHus 6onb-
HOro pebeHka B CeMbsX C PeLMnpPOKHbI-
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HOHOCOMMA 18 TRMcomns 18

Puc.4. HocnTtenbCTBO peLmnpoKHON TpaHCno-
kaumun. dopmupoBaHue TeTpaBaneHTa. Pac-
XOxaeHvne xpomocom 3:1

MW TPaHCMOKaLUsMU COCTaBIISIET OKOJO
33%, TeopeTuyeckmin puck — 50% [4].

3akntoyeHue. Takum ob6pasom, BbisiB-
NeHHas cemeliHas TpaHcrokaums nmeeT
CYLLECTBEHHOE 3HayeHve AN MeOuKo-
rEHETUYECKOrO KOHCYNbLTMPOBAHUSA C TOY-
K/ 3pEHNsI OLEHKN TEeHEeTMYecKoro npo-
rHO3a W BO3MOXHOCTEN MpeHaTanbHoOu
OVarHOCTUKK.

CBoeBpeMeHHO MpoBeAeHHas npeHa-
TanbHas AmarHocTvKa nnoga nossonuna
NpaBuIbHO NOCTaBUTb AMArHO3, BbISBUTb
cbanaHCcMpOBaHHy0 TpaHCcrokauuio Yy
MaTepu U OLEHUTb PUCK MOBTOPHOTO CIy-
Yyasi naTonorMn y NoTomcTBea.
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