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MeKxpomMocoMHan nHcepuma — peaknii BapuaHT cbanaHCMpoBaHHON NepecTPOriKM, KOrAa MHTePCTULMANbHbIA GparMeHT OfHOW
XPOMOCOMbI BCTPaNBaeTCA B APYrylo HEroOMONOrMYHY0 XPOMOCOMY. Hocutenu nHcepumin UMeoT HopmanbHbI deHoTvn 1 GepTunb-
HOCTb, HO MOBBILLEHHDbIA PUCK Kak CMOHTaHHbIX abopToB (CA), Tak 1 poxaeHWa feTell C XPOMOCOMHbIM AncbanaHcom. Lienb nccne-
[OBaHUA: OLLEHUTb Cerperaumio XpoOMOCOM Y HOCUTENen MeXXPOMOCOMHOM MHcepumm ins(11;2)(q21;931.1932.3) ana yTouyHeHun
puUCKa HacnefoBaHUA NOTOMCTBOM HecbanaHCMPOBaHHOrO Habopa XPOMOCOM, NMPOBECTU aHaNM3 GeHOTUNUYECKUX MPOABEHNIA
Npu CErMeHTHbIX MOHO- 1 Tpucomnn 2931.1932.3. NpeactaBneHbl KNNHUKO-LUTOreHeTUYeCKe AaHHble HOCUTENEeNn MeXXPOMO-
comHo ins(11;2)(g21;931.1932.1) c ANUHOM MHCepTUPOBaHHOro dparmeHTa 0,8-0,9% rannovngHoM ANMHbI ayTocoMm. Y 6 HocuTenei
3apernctpupoBaHo 15 6epemeHHOCTEN, N3 KOTOPbIX 47% 3aBepLUnIOCh HeGIarononyYHbIM NCXOLOM: yaenbHbI Bec CA cocTaBun
20%, B 1 cnyyae AnMarHOCTUpPOBaHa Hepa3BuBatoLwanca 6epeMeHHOCTb (kapuoTtun nnoga 46,XY), yHacneaoBaHHbIM aucbanaHc ycTa-
HOBJEH Y 3 MOTOMKOB. PacnpefeneHune BapraHTOB C KaproTunamm HopManbHbIN : cbanaHcmpoBaHHaa nHcepums : der(2) : der(11)
cocTaBuno 3:6:1:1, sMAmpuyecknii puck 06pasoBaHnA 3UroT C XPOMOCOMHbIM AncbanaHcom — 18% (2/11). laHHble CpaBHUTENIbHOMO
aHanu3a npoAsneHni MoHocommm 2931.1932.1 (2 npeacTaBneHHbIX POACTBEHHUKA) U MOHOCOMMM 2031033 (18 paHee onmcaHHbIX
XKMBOPOXEHHbIX MNaLMeHTOB) AEMOHCTPUPYIOT BbICOKYIO CTeneHb deHoThnuyeckoro cxoactea. OeHoTunmyeckme NprusHaky y AByx
naumeHToB ¢ der(2)ins(11;2) COOTBETCTBYIOT CUMMTOMOKOMMEKCY, KOTOPbIN pacCMaTPUBAETCA KNUHUYECKN OYePUYEHHbBIM CUHAPO-
MOM MOHOocomMUM 2031032. Hannune sKTpoJaKkTuaAnmM y 2 aeTei NoaTBePKAaeT CBA3b MOPOKa C yTPaToN reHOB, NOKaNN30BaHHbIX B
cermeHTe 2q31.1. Pe3ynbraTbhl aHann3a penpoayKTUBHbIX MCXOA0B B NPeACTaBIeHHON CeMbe 1 OMMCaHHbIX B InTepaTtype clyyaes
AEMOHCTPUPYIOT BO3MOMXHOCTb POXAEHNA MOTOMCTBA Kak C MOHO-, TaK 1 € Tpucommen 2931932, n N03BONAIOT OLEeHMBaTb PUCKMN
NMOBTOPHOIO POXAeHWA AeTeln C AAHHbIMU CEFMEHTHbIMY aHeycoMUAMM Ha ypoBHe 30-40%, a BepoaTHocTb CA — B 20-33%. Y nnopa
c Tpucomment 2g31.1932.3 oTMeueHbl HecneLmdmnyeckmne NprsHaky ayTocomHoro aucbanarca. Mukpouedanus, paciiennHa Heba/
ry6bl 1 Heba, SKTPOAAKTUNNA ABMATCA OCHOBHLIMU [MArHOCTUYECKMMN MapKepaMuy NaTonorim niaoaa, 3HauMbiMm ANA npeHa-
TanbHONM Y3 ANarHOCTUKN.
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Interchromosomal insertion (11;2): analysis of segregation in 4 generation of the family and
characterization of segmental mono- and trisomy phenotype in offspring
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Interchromosomal insertion is a rare balanced chromosomal rearrangement that occur when an interstitial segment of one
chromosome is translocated into another non-homologous chromosome. Carriers of insertions display normal phenotype and fertility,
but have an increased risks of spontaneous abortions (SA) and viable offspring with inherited chromosomal imbalance. The aim of
study: to assess the interchromosomal ins(11;2)(g21;931.1932.3) segregation to determine the genetic risk of inheriting an unbalanced
karyotype by the outcome; to analyze segmental mono- and trisomy 2q31.1g32.3 phenotypic manifestations.Family with reproductive
failure history was investigated using a clinical, genealogical, ultrasound, cytogenetical (GTG-banding) and morphological methods.
Risks of reproductive loss and aneusomic offspring birth were calculated. The outcome prognosis and prenatal diagnostics results

MEONUNHCKAA TEHETUKA. 2021. N22 39



OPUT'MHAJIbHbBIE UCCZIEAOBAHUA

were discussed. Clinical, cytogenetical and reproductive history data of carriers ins(11;2) (q21;931.1932.3) were presented. The size
of insertional segment is about 0,8-0,9% haploid autosomal length (HAL). Outcomes of 15 pregnancies of 6 carriers were as follows:
rate of miscarries — 20%, one miscarriage — fetus with karyotype 46,XY, 3 cases — chromosomal imbalance. The segregation ratio
for normal:balanced:der(2):der(11) is 3:6:1:1; the empirical risk for forming aneuploid zygotes is 18% (2/11). Segmental monosomy
2931.1932.1 phenotypic features in 2 presented patients are similar with clinical signs of 18 previously reported live-born children
with monosomy 2g31qg33. Ectrodactyly in 2 our patients confirms association of malformation with 2q31.1 region loss. The presented
and reported cases data illustrate a possibility of giving birth of offspring with segmental monosomy as well as trisomy 2q31q32,
risk of viable offspring with inherited imbalance may be estimated as 30-40%, spontaneous abortions rate = 20-33%. Fetus with
trisomy 2931.1932.3 showed unspecific signs of autosomal imbalance. Pattern of phenotypical features reported in 2 relatives with
der(2)ins(11;2) correlates with clinically recognizable monosomy 2q31q32 syndrome. Microcephaly, cleft palate/cleft lip and palate,
ectrodactyly are the main diagnostic markers of fetal pathology which can be identified using prenatal ultrasound investigation.
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€XXpOMOCOMHASI UHCEPIIUST — PEIKUI BapuaHT

TepecTPOiKM, KOTOpasi o0pa3yeTcsl B pe3yIbTa-

Te TPeX pa3pbIBOB, M MHTEPCTULIMAJIBHBIN (hpar-
MEHT OJTHOI XpOMOCOMBI («TOHOPa») BCTPAUBACTCS B IPY-
TYI0 HETOMOJIOTMYHYIO XpoMOcoMy. B coamaHcupoBaHHOM
COCTOSTHMU TaKasl abeppalis XapaKTepu3yeTcsl HaTuuueM
B KapMOTHUIIE COOTBETCTBEHHO XPOMOCOMBI C MHTEPCTULIM -
AJIbHOM IeJIeEN U XPOMOCOMBI CO BCTAaBKOM — MHCEPLIM -
e [1].

Yacrora MHCepIuii, BRISIBISIEMBIX TIPU CTAaHIAPTHOM
aHajm3e Kapuorurna, obuia orieHeHa Van Hemel u Eussen
kak 1 Ha 80 000 [2]. [To3nHee, Mo pe3yabTaTaM IIMPOKOTO
ncrnonb3oBaHug metogoB FISH u MukpoMatpuuHoii cpaB-
HUTEJIbHOU reHoMHoOI tnopuansanuu (array-CGH) ObI-
JIO TI0Ka3aHO, YTO TaKue MEePECTPOMKHN (MeX- M BHYTPH-
XPOMOCOMHBIE, KOMIUIEKCHBIE) OOHAPYKMBAIOTCSI 3HAYM -
TeJbHO yare |3, 4].

Hocwurenu nHcepunii UMEIOT HOpMaJIbHBIN (heHOTUTT
1 (bepTUIBHOCTH, HO 00pa30BaHKE TaMeT, a, CJICAOBaTEIIb-
HO, U 3UTOT ¢ HecOajlaHCMPOBaHHBIM HA0OPOM XPOMOCOM
(HamuureM IepUBaTUBHON MO0 PEKOMOMHAHTHON Xpo-
MOCOMBI) SBJISIETCS MPUINHOM HEOJIArOMOIyIHbBIX MCXO-
noB 0epeMeHHOCTe. [1o onmy0IMKOBaHHBIM Pe3yJIbTaTaM
aHaJIM3a PENPOAYKIIMK OONBIION IPYIIITLI HOCUTENEH ObI-
JIO TIOKa3aHOo, YTO BEPOSITHOCTh UMETh ITIOTOMCTBO C YHAC-
JIeTOBAaHHBIM XPOMOCOMHBIM AMCOaJIaHCOM B CpeIHEM
olLeHMUBAeTCs KakK 32% misgt MyXXuuH 1 36% IU1st KeHIUH
[2]. OnHako, pUCKM pEeNpPOAYKTUBHBIX TIOTEPh U POXKIE-
HUS TOTOMCTBA C CETMEHTHBIMM aHEYCOMUSIMU B KaXKIIOM
KOHKPETHOM CJIyJyae MOJKHBI OBITh PACCUYUTAHBI C yIe-
TOM XPOMOCOMBI-«IOHOPA», pa3Mepa MHCEPTUPOBAHHOTO

¢parmeHTa, BEBIKMBAEMOCTH 3UTOT C CETMEHTHBIMM MO-
HO- U TpUcoMmueit [5].

Lens uccnenoBaHMS: OLICHUTD CErperaiiio XpoMo-
COM y HOCHUTENEeH MEXXPOMOCOMHO MHcepuu ins(11;2)
(q21;931.1932.3) o yTouHeHUsI pucKa HacJieMOBaHUS
IMMOTOMCTBOM HecOaJJaHCMPOBAaHHOTO Habopa XpOMOCOM,
MPOBECTH aHAN3 (PEHOTUITMIECCKMX TIPOSIBJICHUI TIPH Cer-
MEHTHBIX MOHO- U Tpucommu 2q31.1q32.3.

MaTtepuanbi n meTopabl

OOBEKTOM UCCIeNOBaHUS SIBISAIACH CEMbsI, B 4 TTOKO-
JICHUSIX KOTOPOI MMEJIM MeCTO CITOHTaHHBIE a00pTHI (CA)
1 POXIEHNUE TTOTOMCTBA C MHOXKECTBEHHBIMU BPOXKICHHBI-
MU Tiopokamu pa3sutus (MBIIP).

Ananu3 (MocT- U nmpeHaTaJbHbIN) KapUOTUTIA YJie-
HOB CeMbU TpOBeAcH Ha nuddepeHIInaIbHO OKpalleH-
HbIx (GTG-banding) mpemapatax XpoMOCOM, TTOJTy4eH-
HBIX U3 KYJIBTYPBI TUMMOILIUTOB TTeprceprieckoii KpoBU
U KyJbTypbl aMHUOIIUTOB. OlIeHKA UCXOJ0B OepeMeH-
HOCTEIl BBIMMOJTHEHA MO0 TaHHBIM MEOUIIMHCKON HOKY-
MEHTALIMKU U pe3yJibTaTaM MOBTOPHOTO KOHCYJIbTHPOBA-
HUS CYIIPYXECKMX Tap. PacueT penpomnyKTuBHOro pucka
OCYIIIECTBIISIICS HA OCHOBE aHAIM3a POIOCIOBHOI, COCTaB-
JICHHOM B 4 TOKOJICHUSIX B COOTBETCTBUU C MEXKIyHAPOI -
HBIMU peKoMeHaauusaMu |1, 6].

BrImotHeHO KIIMHUYECKOE, MTHCTPYMEHTAJIBHOE 1 T1a-
ToMopdoJiornueckoe oocaeaoBanue naueHToB. [1IpoBe-
IIEHO MeIMKO-TeHeTn4Yeckoe KoHcyabTupoBanue (MI'K)
HocuTeneii ins(11;2) mo mporHo3y MOTOMCTBa U Pe3yJib-
TaTaM IpeHaTaIbHOI TMAarHOCTUKMU.
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Pesynbratbl

IIpencrasieHbl KIIMHUKO-IIUTOIeHETUYECKIME JaHHBIE
CceMbH, B 4 MOKOJIEHUSIX KOTOPOI OBLIN BBISIBJIEHBI HOCH-
Teau cOaaHCUPOBAHHBIX M HecOaJaHCUPOBAaHHBIX Bapy-
aHToB nHcepuuu ins(11;2)(q21;q31.1932.3) (puc. 1). Ce-
Mbs HaOmonaercs B ['Y PHIILL «Matb u quts» ¢ 1983 1.

2 der(2)

Puc. 1. MexxxpomocomHas nHcepums ins(11;2)(q21;931.1932.3).

*

10 HACTOSIIIEE BPEMsI, UCXObI OepeMeHHOCTE 6 Cympy-
JKECKUX Map OTPaXkeHbI B POIOCIOBHOM (puC. 2).
Cynpyru (I1-3,4) obpaTtuiiuch Ha KOHCYJIbTallUIO
B 1983 1. B cBsI3U ¢ poxaeHueM pedeHka ¢ MBIIP (mipo-
oaHn, I11-7). I1pu nuToreHeTMUECKOM UCCIETOBAHUU B Ka-
PUOTUIIE HOBOPOXIEHHOU OblTa OOHapyKeHa nepuBa-
TUBHasI XxpomocoMa — der(2). ¥ oTua pedbeHKa BbIsIBIeHA
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Puc. 2. PogocnoBHas cembu.
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cbaaHcUpoBaHHas MepecTpoiika — nHeepuus ins(11;2)
(q21;931.1932.3). YuuTeiBas mojydyeHHbIE TaHHbIE, Ka-
pUOTHUIT TIpobaHaa onpeneieH Kak 46,XX,der(2)ins(11;2)
(q21;q31.1932.3)pat. IlnarHo3: XxpoMOCOMHOE 3a00JIeBaHUE,
yacThyHas (cermMeHTHas1) MoHocoMust 2q31.1q32.3, yHac-
nenoBaHHasi. Crapumii ceiH (I111-5) nmeeT cbanaHcupoBaH-
HBIIT Habop xpomocoM — 46,XY,ins(11;2)(q21;q31.1q32.3)
pat 1 HOpMaJIbHBIN (peHOTHTI.

HocutenbctBo ins(11;2)(q21;q31.1g32.3) Takke o6Ha-
pyXeHo y aByx cectep otua rnpodanna (I11-2 u 11-6) u ux
notomkoB (I1I-1, IT1-5, T11-9 u 111-10). Hanuuue c6a-
JIJAHCUPOBaHHOI mepecTpoiiku y 3-x cudcoB II-ro noko-
JIEHWSI CBUIETEILCTBYET B T10JIb3Y HaCJIeI0BaHMs abeppa-
IIMU OT OMHOTO M3 YMEPIINUX POIUTENICH, [IMTOTeHETHYC-
cKoe 00cyIeoBaHue KOTOPBIX HE MPOBOAMIOCh. Takum
00pa3oMm, B ceMbe UACHTU(PUIIMPOBAHO 8 HOCUTEei cba-
JJaHCUpoBaHHOM nHcepuuu ins(11;2).

Cpeau MOTOMCTBA 3apETMCTPUPOBAHO 3 CiTydast yHaC-
JIEJIOBAHHOTO XPOMOCOMHOTO JrcOajiaHca.

Hayuenm 1 (111-7, npo6anm, 46,XX,der(2)ins(11;2)).
PeGeHok oT 5 6epeMeHHOCTH, MpOoTeKaBIlIell ¢ yrpo3oit
npepbiBaHus B 1 TpuMectpe. JeBouka ponuiach B 39 He-
JIeJTh TeCTalluy C TMpU3HaKaMu TIpeHaTaJlbHOI TUIOTUIA-
3um: macca (M) 1800 r (<3 percentile (pc.)), n1JnHa Teja
(T) 43 cm (<3 pc.). [1pu poxxaeHUU BbISIBIEHBI MUKPO-
nedanus (okpyxxHocTb ro1oBbl, OI' 30 cM, <3 pc.), 1uue-
BbIE TUCMOPGUM, HU3KOITOCAXKEHHBIE YIITHBIE PAKOBUHHI,
paciiesmHa ryobl, TBEpAOTO U MITKOTO Heba, 9KTPOIaKTH -
JIVsl KUCTEH 1 CTOI, BEHTpaibHasl SKTOIMS aHyca. B mu-
HaMUKe OTMEUEHBI 3aiep>kKKa Pa3BUTHS M HEBPOJIOTMYE-
CKWe HapylIeHUs B BUIE TUIIOTOHUU, TUITOPEeDIICKCHUH,
CHIDKEHME CITOHTAaHHOM aKTUBHOCTH W peaKIIMy Ha OKpY-
>karouiee. JleTaabHBIN UCX0I B Bo3pacTe 3-X MecslieB (ay-
TOIICUSI HE MPOBOJUIIACH).

Iayuenm 2 (IV-1, 46,XY,der(2)ins(11;2)) — MaIbuuK,
POIUBIIMIACS OT MEPBOM HEOCTOXKHEHHON OepeMeHHO-
ctu. [1pu ipoBeieHNN YIbTPa3ByKOBOTO MCCIIETOBAHUS
(Y3W) nnona B cpoke 12 Heaenb recTalluv ObLIU MOJTY-
yeHbl HopMasibHbIe pe3yabTaThl: Nt 0,9 MM, KTP 52 mm,
BIIP He BoIsIBAEHO. Pogopa3speliieHre mpoBeaeHo B 39 He-
JIeJIb TIyTeM OTIepallii KecapeBO CEUEHME B CBSI3U C STO-
JUIHBIM TIpeuIekaHueM miona. OTMeueHa peHartajabHast
rutroriasust: M 2230 1 (<3 pc.), AT 46 cm (<3 pc.). Deno-
TUI HOBOpOXIeHHOoro: Mukpouedanus (OI 31 cm, <3 pc.),
HU3KWI1 pOCT BOJIOC Ha JI0Y, HU3KOITOCAXKEHHBIE TUCMOP-
(bnuHbIE YIITHBIE pAKOBUHBI, aHTUMOHTOJIOMIHBIN pa3pe3
[JIa3HBIX IIeJIeid, SIMMKAHT, KJIIOBOBUIHBIA HOC, MUKDPO-
CTOMMSI, pacllieJIMHa MITKOTO Heba, KOPOTKas Iiest, KOH-
TpaKTypa JIEBOTO JIOKTEBOTO CyCTaBa, SKTPOMAKTUIINS K1~
CTell U MpaBOW CTOMbI, CUHAAKTUIUS 3-5 JIEBOW CTOIIHI,
JIVICTIIa3usl Ta300eIPEeHHBIX CycTaBoB. I1py HellpocoHO-
rpaduy BeISIBJICHBI MHOXECTBEHHBIC CYO3MeHINMaIbHbIE

KUCTBHI, TIPY 3X0Kaparorpadur — MHOXeCTBEHHBIE Te(eK-
ThI MeXCKeTynoukoBoit eperoponku (JIM2KIT) u oTkpbI-
Toe oBaJibHOe oKHO (OOO0). IIpu Y3U opraHoB Oproli-
HOI1 MOJIOCTY TOPOKOB Pa3BUTHUS He 0OHapykeHo. B Heo-
HaTaJbHOM IIepUOJIe OTMEeYaIach MBIIIICUHAsI TUTTOTOHMS,
TMIIOIMHAMUs, CHIDKeHUE pediekcoB. Jlnarnos: XxpoMo-
COMHOe 3a00JIeBaHNe, YaCTUYHasl (CErMEeHTHasT) MOHOCO-
must 2q31.1q32.3 yHacnenoBaHHasi. PebeHOK ymep B BO3-
pacte 19 queit. [Tpu ayTorcun moaTBepKaeH MOPOK cepLia
(mBa AMZXII: 0,7 u 0,3 mm), OOO, oOHapyKeHbI «CTJia-
>KEHHBI» PUCYHOK OOPO3/ U U3BUJIWH, [JIMO3, OYaTrOBbIA
HEKpPO3 HEHPOHOB M KJIETOK IJTMU, OTCYTCTBUE a1 depeH-
LIMalKK OEJIOTO M CEPOTO BEIECTBA FTOJIOBHOTO MO3Ta; JINC-
Tpoudeckue N3MeHeHUsT KapIMOMUOIIMTOB 1 KJIETOK Ta-
PEHXMMAaTO3HBIX OPTaHOB.

Tayuenm 3 — nnox (IV-5) ot 3 6epeMenHoctu. I1o pe-
3yJbTaTaM MpeHaTalbHOro ¥3 CKpuHUHIa 1 TpumecTpa
aHOMAJTMM Pa3BUTHS TUTOA HE YCTAaHOBJIEHBI. B ¢BsI3u ¢ Ha-
JuureM y cynpyra ins(11;2) Obu1 mpoBeieH aMHUOLIEHTE3,
B KapMOTUIIE TIJI0a MASHTU(UIIMPOBaHA JepUBATUBHAS
xpoMmocoMma der(11)ins(11;2)pat. luarHo3: XpoMOCOMHOE
3abosieBaHUe, cerMeHTHast Tpucomust 2q31.1q32.3, yHac-
JlenoBaHHas. bepemeHHOCTH TIpepBaHa B 20 Helesb recta-
LMK TI0 MEAMKO-TeHETUYECKUM TTOKa3aHUSIM. AHTPOTIOME-
Tpudeckue gaHHbie: M 300 1 (<3 pc.), OI' 18 cm (10 pc.).
ITpu ayroricuu 1utofa BBISIBJICHBI JUIIEBbIE AUCMOpdUU
u opok cepatia (JIM2KIT), ronoBHOI MO3T He UCCIIEIOBaH.

O6cyxpeHne

AHnanus ceepecayuu xpomocom y Hocumeneil ins(11;2)
(q21;q31.1q32.3) u oyenxa pucka poxcoenus nomomcmea
€ XPOMOCOMHBIM OUCOANAHCOM.

DepTunbHOCTh HOCHTENEH ins(11;2) coxpaHeHa.
V 6 cynpyXecKux map 3aperucTpupoBaHo 19 GepemeH-
HocTel (B TOM uMcie 1 ABOiHS), KOTOpble HACTYNUIN 6e3
MMPUMEHEHMS BCITOMOTATETbHBIX PEITPOIYKTUBHBIX TEXHO-
Joruit. g aHanu3a cerperauuy nHcepuuu ins(11;2) uc-
TMOJTb30BaHbl JaHHbBIE 0 16 TUI0Aax OT 15 GepeMeHHOCTei
(4 MEAULIMHCKUX a00pTa, BHINMOJHEHHBIE MO PELIEHUIO CY-
MPYTOB, HE YINUTHIBAJIVICH).

Bcero HebaromnoJiydyHblM HMCXOAOM 3aBEplIM-
nock 47% (7/15) 6epemennocteit. CA B 1 TpuMecTpe Ha-
omonammch y 3 cynpyxkeckux map (I1-1,2, 11-3,4 u 111-5,6),
UX yaenbHblii Bec coctaBui 20% (3/15). B onHoMm citydyae
(IV-4) nuarHocTupoBaHa Hepa3BUBarollasIcs OepeMeH-
HOCTb, 10 pe3yJIbTaTaM XpOMOCOMHOTI'O aHaJIi3a y 9MOpu-
oHa (5 HeleJib recTalli) YCTaHOBJIEH HOPMaJIbHbBIM Kapy-
otun (46,XY). ITotomctBo ¢ MBIIP, 06yciioBIIeHHBIMU
yHAacCJIe/IOBAaHHBIM XPOMOCOMHBIM TMCOATaHCOM, 3apeTy-
cTpupoBaHo y 3 cynpyxeckux mmap (11-3,4, 111-1,2 u I11-5,6):
IIBOE JXMBOPOXKICHHBIX UMEJIM B KAPUOTHUIIEC JePUBATUB-
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Hyto xpomocomy 2 (I1I-7 u IV-1, mauuentst 1 u 2), abop-
TUpoBaHHbIN tox (IV-5, nauueHT 3) yHaciaenoBan qepu-
BaTUBHYIO Xxpomocomy 11.

HocutenbcTBO MEXXPOMOCOMHOMN MHCEPIIUUA MOXKET
MPUBOAUTH K 00pa30BaHUIO Y TOTOMCTBA CETMEHTHBIX aHe-
YCOMUIi B pe3y/ibTaTe IBYX MEXaHU3MOB: Cerperaluu Xpo-
MOCOM-YYaCTHUKOB B Meii03e 1 peKOMOWHAIIMK XPOMOCOM
B Mpenesiax MHCEPTUPOBAHHOTO cerMeHTa. [1o maHHbIM
Van Hemel u Eussen [2] dopmupoBaHue KBagpuBajeHTa
C TIOCTICAYIOIIMM KPOCCUHTOBEPOM BHYTPU MHCEPIIMOH-
HOM TIeTII HabIrfomaeTces IIpu pa3Mepe nHceepunu >1,5%
ramouaHoi prHbl ayrocoM (I'IA). B npencraBineHHOM
clydae pasmep «BctaBku» 2q31.1q32.3 MoxeT ObITh Olie-
HeH Kak 0,8-0,9% I'IA 1 OTHOCHTCS K TpYIIIe HeOOIb-
LIUX UHCEPLIMIA. DTO MO3BOJIIET TOBOPUTH O HE3aBUCUMOM
KOHbIOTall¥ TOMOJIOTOB ¢ (hOPMUPOBAHUEM OMBAJICHTOB
U IajibHeeM 06pa3oBaHUM FraMeT C XPOMOCOMHBIM JUC-
OajlaHCOM B pe3yJibTaTe pa3INYHbIX BAPUAHTOB Cerperaiuu
XPOMOCOM, MPEUMYIIECTBEHHO He3aBucumoi 2:2. Y mno-
TOMKOB HOCHUTeNel HabaogaIuch o0a BapraHTa CeTMEHT-
HBIX aHEeYCOMMUI: MOHOcOoMUST U Tpucomust 2q31.1q32.3.

H71s1 pacueTa sSMIOMPUYECKOTo prucka (opMUPOBAHUS
3UTOT C XPOMOCOMHBIM ITMCOaTaHCOM, OLIEHKM XXU3HE-
CMOCOOHOCTU 3UTOT U BEPOSITHOCTU POXKACHMST pebeHKa
C YHacCJieMOBaHHBIM XPOMOCOMHBIM 3a00J1€BaHUEM MC-
MOJIb3YeTCsl aHAIU3 poaocioBHOM. CorslacHO peKOMEH-
nauusim Gardner 1 coaBT. [1] mpobaHa 1 MpeniecTByIo-
1K€ eMY YJIEHBI CEeMbU UCKITIOYAIOTCS U3 aHau3a. Takum

00pa3oM, B IIPEICTaBICHHOI ceMbe pacrpee/icHre Bapy-
AHTOB C KApMOTUIIAMU HOPMAaJIbHBIN : cOalaHCUpOBaHHAsI
nHcepuus : der(2) : der(11) cocraBuio 3:6:1:1, a smnupu-
YeCKMi1 pUCK 00pa30BaHUsI 3UTOT C XPOMOCOMHBIM J1cOa-
maHcoM — 18% (2/11). IMomyyernHast mudpa HIKe TIpeia-
raembix Van Hemel [2] ycpeaHeHHBIX puckoB 32%-36%,
YTO MOXHO OOBSICHUTh MaJOYMCIEHHOCTHIO TTOTOMCTBA,
a TakXe OTCYTCTBHEM CBEICHUI 0 KapMOTHUIIe aDOPTYCOB.

[Ipu aHanM3e TaHHBIX MUPOBOW JIMTEPATypPhl HAMU
He HaliZIeHO OTIMCaHMs MICHTUIHOM ITepecTpOiKY, OaHa -
KO pe3yJIbTaThl cerperaliii MHCEPIUIA C yIacTUEM XPOMO-
COMEI 2 B Ka4eCTBE «IOHOPa» B HECKOJIBKUX ITOKOJICHUSIX
OBUIN TIPUBEACHBI B IBYX CEMbSIX, MH(OPMAIINS O TTOTOM-
CTBE KOTOPHIX Ipe/icTaBieHa B Ta0u. 1.

Ramer ¢ coaBT. HabJaOgalu CEMbIO HOCUTEJCH
ins(6;2)(q16;q31g33) [7]. ABTOpBI KOHCTATUPYIOT, 4TO CA
3aBepiniich 33% 6epemenHocTel. [1pu pacuere moBTOP-
HBIX PUCKOB ObUTH McKmoueHbI CA, OTHAKO aBTOPHI HE HC-
KJIFOYajIu IpobaHaa U ero pOIUTEIsl, YTO He COTIacyeTcs
C CYIIECTBYIOIIMMHU PEKOMEHIAIMSIM TI0 OLIEHKE TeHeTUYe-
ckoro pucka [1]. Jlonst moToMcTBa ¢ yHaCJeIOBaHHBIM XPO-
MOCOMHBIM aucOazaHcoM oueHeHa B 42% (8/19). Cnenyet
OTMETHTb, YTO YUUTHIBAJICS peOCHOK WieHa CEMbU C HOP-
MaJIbHBIM (PEHOTHIIOM M HEYCTaHOBJICHHBIM KapHOTH-
nom (II-1 B ponocioBHOIA, IpeAcTaBIeHHOM B cTaThe [7]).

Moller ¢ coaBT. MpoaHaJIM3UPOBaIN UCXOIbI 39 Gepe-
MEHHOCTei B ceMbe HocuTenei-ins(7;2)(q21.2;q3105q24.1)
[8]. PacueT mOBTOpHBIX PUCKOB MPOBOAMIICS C YUYETOM

Tabnuya 1
PesynbraTbl penpoayKuumn B ceMbAX HOCUTenel MHCepLMiA C y4acTuem XpomMmocombi 2

CobGcTBeHHOE HaOM0AeHNE [7] 18]

WHncepius ins(11;2) ins(6;2) ins(7;2)
(q21;931.1q32.3) (ql6;931g33) (q21.2;q31q24.1)

Yuco nokojaeHMt 4 3 4
Hocwurenu ins, Bcero (¢ penpoayKTUBHBIM aHAMHE30M) 8 (6) 505 44
KosunyecTBo mionoB 16! 27 (27) 41!
Konuuectso CA 42 8 10
[MoToMCTBO C HOPMATbHBIM (DEHOTUTIOM, KAPUOTHIT:
- HOpMaJIbHBII 2 1 3
- HOCUTEJIb ins 7 4 3
- HE UCCJIEIOBAH - 6 11
[ToToMcTBO ¢ aHOMaNUAMU (heHOTUTIA: 3 8 14
XPOMOCOMHBIH COATaHC:
- MOHOCOMUS 2 2 (1 — npobanm) 6 3 (2 — mpobaHIbI)
- TpucoMus 2q 1 1 2
KapHOTHIT HE UCCIICIOBaH, (heHOTHIT:
- MOHOCOMUH 2q - - 5
- TpPUCOMUHU 2q - 1 1
KapuOTHIT HE MCCIICIOBaH - - 3

IIpumeuanue: ' — B TOM YHCJie ABOMHS, > — B TOM YHCJIe 9MOPUOH OT Hepa3BUBAIOIIeiicss 6epeMEeHHOCTH ¢ KapruoThiioM 46,XY.
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Bcex OepeMeHHocTel, Bkiaouas CA, KoTopble HabI01a-
ek B 26,3%, 2 mpobaHIa ObUTH MCKITIOYEHBI, BBIIIECTO-
SIIIIME B POAOCTOBHOM POJCTBEHHUKH IO 3TOM JIMHUU Y4-
TeHbl. [1o 3aKIIIOYeHNIO aBTOPOB PUCK POXKIEHUS peOeHKa
C YHAacCJIeMOBAaHHBIMU CETMEHTHBIMM aHEYCOMUSMHU CO-
crapysieT min 7,9% (ripu ydete TOJBKO CIy4aeB C ycTa-
HOBJIEHHBIM XPOMOCOMHBIM aucbaiaHcoM) — max 31,6%
(ecnu paccmatpuBaTh ciydyan MBIITP kak cermeHTHBIE
aHeycomuu). OnHaKo, aBTOpaMU yYUThIBaJach OepeMeH-
HocTb ujieHa cembU (I1-2 B pogocioBHOM, MpeacTaBieH-
HoMl B cTaThe [8]) ¢ aHOMaJbHBIM (DEHOTHUIIOM U C TIpe-
MoJjlaraéMbIM XPOMOCOMHBIM TMCOalaHCOM B BUIE TPH-
comuu 2q24.1q3105, u mTOTOMCTBO (5 XKMBOPOXKIECHHbIX
C HEYyCTaHOBJIEHHBIM KapuoTUIioMm, onuH CA) 310poBO-
ro poactBeHHMKa (I11-6), KapuOTHIT KOTOPOTO HE UCCIIe-
JIOBaH.

Takum 00pa3oM, MPUHIIMIT OLIEHKHW TOBTOPHBIX PH-
CKOB Y HOCHTEJIeH MHCepLni ins(6q;2q) u ins(7q;2q) AByMs
TpyIIaMy aBTOPOB Pa3INyYaeTCs, YTO JIeJIaeT CJIOKHBIM MC-
TTOJIb30BaHME MOTYYeHHBIX 3HAYEHMI IUTsI cpaBHEeHMS. Tem
He MeHee, 00e MepecTPOrKY OJIM3KY M0 pa3Mepy MHCEPTH -
posanHoro cermenTa (~1,3% I'’TIA — 2q31q33, ~0,9% I'IA
—2024.1q31) ¢ npexncraBneHHbIM ciaydaeM (0,8-0,9% T'1A).
KonuecTBo 6epeMeHHOCTei B OIMMCAaHHBIX B TUTEPaType
CeMbsIX MIPEBBIIIAET TAKOBOE B HallleM HaomoneHuu. Coo-
CTBEHHBIC U OIyOJIMKOBaHHBIE TaHHBIE TEMOHCTPUPYIOT
BO3MOKHOCTh XKMBOPOXICHUST TTOTOMCTBA KaK C CErMEHT-
HOI MOHOCOMMEI, Tak U ¢ TpucoMueit 2q31q32. Bee me-
pevuciieHHbIe (haKThl TTO3BOJISIIOT HaM TIPEIIToIaraTh, 4YT0O
BEPOSITHOCTD POKICHUST TOTOMCTBA C CETMEHTHBIMM aHe-
YCOMMSIMM B TIPEICTABICHHON CEMbE MOXET ObITh BBIIIIE,
yeM paccunTaHHble 18%, U cormocTaBUMa ¢ IPUBEICHHBI-
MM B JIUTEpAType 3HAUEHUSIMU TTOBTOPHOTO pUCKa ITOPSIJI-
ka 30—40%.

AHnanu3 gpenomunuueckux npU3HaKo8 y NAyUeHmos ¢ cee-
MEHMHbIMU aHeycomuamu 2q.

Cpeau TTOTOMCTBA CEMbH BBISIBIIEHBI CTy4an ¢ 000M-
MW BapMaHTaMU CETMEHTHBIX aHEYCOMUIA: MOHOCOMUE
(mareHTsl 1 U 2, XUBOPOXIEHHbBIC) U TpUCOMUEH (T1a-
uueHt 3, mioxn) 2q31.1q32.3. Ony6aMKOBaHHBIX HAOJIO-
JIEHUI XpPOMOCOMHOTO JrcOaiaHca ¢ MASHTUIHBIMU TOY-
KaMH1 pa3pbIBOB HAMUW HEe HaWICHO.

Monocomus 2q. VIHCEepTUPOBAHHBIN CETMEHT
2q31.19q32.3 yknaabiBaeTcsl B Mpeaejbl MOHOCOMUU
2q31q33, xoTopas paccMaTpuBaeTCsl KIMHUYECKU 04ep-
YyeHHBIM cuHIpoMoM [7]. [To maHHBIM MUPOBOI TUTEPATY-
DBl «<4UCTBIE» («pure», 6€3 COMYTCTBYIONIETO ArchanaHca)
JeJIeIINU TUCTaTbHBIX YYaCTKOB JUTMHHOTO TUIeYa XpOMO-
combl 2 (q31q33~34) aBasioTcsd HauboJee pacrpocTpa-
HEHHBIMU. KJIMHUKO-IIUTOTEHETUIECKIE XapaKTepHCTH -
KU, IpUBeAcHHbBIE B 19 paHee omy0IMKOBaHHBIX HAOJIIO-
neHusix MoHocoMuu 2q31q33 (18 KUBOPOXIEHHBIX, OMUH

I101), CyMMUpOBaHbl B Tabaute 2 [7, 9—22]. Cpeau mna-
uueHToB 10 Uil )XeHCKOro, 8 My>KCKOTO 1oJia, BO3pacT Ba-
PBUPOBAJT OT MEPUOJA HOBOPOXKIECHHOCTH 110 20 JIeT.

JlaHHast XpOMOCOMHasl TaTOJIOTHS XapaKTepu3yeTcst
BBICOKOI 4yacToToi Mukpouedanuu (y 13 u3 15 nHdpop-
MaTHUBHBIX 110 JaHHOMY ITPU3HAKY TAllMeHTOB), a TAKXKe
aHOMaJInii pa3BuTus Kucreit u cror (19/19). IaTomorus
cKeJieTa B yKa3aHHOW TPyIIie TMallMeHTOB B Pa3IMYHBIX
CcoYeTaHMSIX TIPEJCTaBIeHa KaK TSIKEIBIMUA (POpMaMM T10-
POKOB — 3KTPOIAKTWINEH, OJIUTONaKTUINEH, CUHIAKTH-
JIMeiA, TaK M «MaJIbIMI» aHOMAaJTUAMU (KaMIITOTAKTYIIHS,
KJIMHOMAKTUJINS, TIepeKpeIlieHHAast TTO3UIINS TTAJIbIIEB, CaH-
JajeBUIHAS 111eJb, SKBUHOBapyCHast nedopMaliusi CToI);
Y OTHETBHBIX JIMI] CTAPIIETO BO3pacTa BBISIBICH CKOJIMO3.
DKTpOAaKTUINS, SIBJISIONIASICS Ba>KHBIM IUAarHOCTHYC-
CKMM TIpu3HakoM MoHocomuu 2q31.1 [23], umena mecto
y 5 u3 19 onMcaHHBIX paHee MMaueHToB [7, 14, 16, 18, 21],
13 HUX B 3 CiIydasix OTMEYaJIoCh COUYETaHHOE ITOpaKeHUe
BEPXHUX M HIDKHUX KOHEYHOCTe. B mpencraBieHHOl ce-
Mbe 00a pebeHka ¢ der2 Takxke UMeTU SKTPOAAKTUIUIO K-
CTEH U CTOII.

Pacuienrna HebGa 3aperucTpMpoBaHa y TPETH OMUCAH-
HbIX [12—14, 16—19] 1 1ByX HaIIMX MMAIIUEHTOB, TIPUIEM
MJafeHell, Haomonaemblii Benson K. u coaBr. [14], 1 ipo-
6anp I11-7 umenu pacuieauHy ryosl 1 HeOa.

AHOMaJIMM 3pUTEIBHOTO aHAIM3aTopa (MUKPODTAIIBM,
KoJioO0oMa, TOMYTHEHHME POTOBHUIIBI, KaTapaKTa, TUIOTIA-
3Us1 3pPUTETHLHBIX HEPBOB), YCTAHOBJIEHHBIE Yy 6 13 7 o0cie-
JIOBAaHHBIX OOJILHBIX, MPEICTaBICHBl KaK eAMHUIHBIMU
nmedekramu [7], Tak 1 ux coderanueM [7, 15, 16, 18, 19].
[Mpu KTMHUYECKOM OCMOTpPE HAIIIMX MAIlMEHTOB BUIMMBIX
ITOPOKOB Pa3BUTHSI OpraHa 3peHusT He OTMeUYeHO (o Tallb-
MOJIOTMYECKOe 00C/IeIOBaHe He TIPOBOIUIIOCH).

IMaronorua LTHC npu moHocomuu 2q31q33 usyuye-
Ha HEIOCTATOYHO TOJIHO BBUIY HEOOJIBIIIOTO YMCIIA JIUI]
C MPOBEIEHHBIM HEBPOJIOTMYECKUM O0CIIeIOBAaHUEM, BO3-
PACTHOTO COCTaBa M paHHE JIeTaTbHOCTH.

Hawuboee yacTbIM TOPOKOM, KOTOPBIiA BBISIBJICH TTPH
JMAaHHOM JaucOaiaHce, SIBJISIETCS MUKpolledanus, oT™Me-
yeHHas y 3/4 mauueHToB (Tadu. 2). JlaHHBIE 1O TICH-
XOMOTOPHOMY ¥ PEYE€BOMY Pa3BUTHIO, TTOPOKAM T'OJIOB-
HOTO MO3Ta HauboJjiee TOJHO MpencTaBIeHbl B 0030pe
Ramer J.C. c coaBr. [7]. ¥ nmanueHTOB cTaplieil Bo3pact-
HOM I'pYIIITBI UMEIN MECTO TJTy0OKasi yMCTBEHHAas OTCTa-
JIOCTh, TSDKeJast 3a/iepkKKa/OTCYTCTBHAE PEUM, CYIOPOXK-
HbI cuHapoM. Cpeay aHOMaJIMii pa3BUTHS TOJIOBHOTO
MO3Ta, YCTAHOBJICHHBIX 110 JaHHBIM MHCTPYMEHTAJIBHBIX
uccnegoBanuii (Y3U, MPT, KT) u ayroncuu, onuca-
HbI BEHTPUKYJIOMETaausl, CTEHO3 OTBepcTUust Mopo, 00-
nurepanus CuibBUeBa BOIOMPOBOIA, apaXHOUIaIbHAs
KHCTa, TUTIOTIIa3us MO3ra, MU3MEHEeHNe PUCYHKA U3BU-
JIMH ¥ KOH(UTYpAIMY TUIIITOKAMIIa, TeTEPOTOITHS CEPO-
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ro BellleCTBa, TMIMOIIa3usl 3pUTEIbHBIX HEPBOB, cepria
MO3kedKa U Mo3oaucToro Tena [7, 15]. B ciyuasix, npen-
CTaBJICHHBIX B JIMTEpaType Mo3AHee, CPeIu BHOBb BbISIB-
JIEHHBIX aHOMaJIMii oImrcaHbl apuHeHedanus [16], tn-
noruia3ust Mo3xkeuka [19], cyosneHauMaabHble KUCTHI,
HapylleHre MUETMHU3AIMU, TUTTOIIa3usI MO30JIUMCTOTO
Tesla, BeHTpuKynomeranud [19]. B Hamem HaG10aeHUNA
y nanueHTa 2 oOHapyKeHbl CyOaNeHAUMaTbHbIE KUCTHI,
KOpPTUKAJIbHAS TUCTLIA3US.

YacroTta HapyllleHU pa3BUTUSI BHYTPEHHUX opra-
HOB IO ONYyOJIMKOBAHHBIM JaHHBIM HEBBICOKA, TSXKE-
Jible (hOpMBbI TOPOKOB HexapakTepHbl. Cpenn aHOMaTUui
pa3BUTHUS ceplla MpeodaagaT cenTalbHble AeheKTh
[7, 11, 14, 16] (B HallleM HAOMIOAEHUY — MHOKECTBEHHBIE
JAMKIT), B 3 caydyasix BbISIBACHBI TUMOILJIA3Us U KUCThI
nouek [14—16]. B To ke BpeMsI, paHHWIA JIeTATbHBIN HC-
X0 MeJT MecTo Y 7 13 18 U3BeCTHBIX HaM MalleHTOB (Ta-
ommua 2) [7, 14, 16, 19]. B onmcanHOI ceMbe IeTH yMep-
Ji1 B Bo3pacTe 19 nHeit u 3 Mecsiies.

Takum o6pa3oM, Yy MpeACcTaBIeHHBIX HAMU MallUEHTOB
¢ der(2)ins(11;2)(q31.1g32.2) B kKapuoTUIle KIMHUYECKHE
MPOSIBJIEHUSI COOTBETCTBOBAJIM MPU3HAKAM, OMMMCAHHbBIM
npu MoHocoMuu 2q31q33.

Tpucomus 2q. I1o nTaHHBIM MUPOBOU JTUTEPATYPHI Y-
TUIMKALMY TUCTAIbHBIX YYaCTKOB JJIMHHOTO Tjieya Xpo-
MOCOMBI 2 pa3HOU MPOTSXKEHHOCTH, BKIIIOYAIOII1E JO-
Kychl q31-q32, nposBIsIIOTCST HecneupuuHbIM (heHOTU -
TIOM, TSDKEeJIble TIOPOKU BHYTPEHHUX OPTaHOB U paHHSIS
JIETaJIbHOCTh He XapaKTepHbl. KIIMHUYeCKUit CUMITTOMO-
KOMILIEKC Yy OOJIbHBIX C AYTUTMKALUSIMU, COTIOCTABUMBIMU
C HaIlIUM HaOII0JeHEM, XapaKTepU30BajIcs OOIIUMMU MPH-
3HaKaMM ayTOCOMHOTO qucbagaHca — YMCTBEHHOI OTCTa-
JIOCTBIO, JIMIEBBIMU AUCMOPGDUSIMU, HECTICLTU(PUISCCKUMU
«MaJIbIM» aHOMAaJIUSIMU KUCTEH (KJIMHO-, KAMIITONAKTH -
Just) v ctom [15, 24, 25].

B oTnenbHBIX MyOJMKaLMsIX ObIIM OMMCAHBI MPU-
3HaKU, MepeKkpbiBatolecs ¢ GeHOTUITUYECKUM CITeK-
TpoM MoHocoMuu q31q33: Mopok cepala npu ayrauKa-
uu 2q24.3q32.1 [25], konoboMa pamy>KKu, KIMHO- U KaM-
nrogakTwius npu 2q24.4q32.1 [24], cuHmakTAaMs y OTUA
¥ 1o4epu ¢ myrumkanueii 2q31.1g31.2 [26]. Beimre o6¢cy:k-
JlaJIach accolanusi MOPOKOB KUCTEW U CTOI C yTpaToi
Jokyca 2q31.1. B 3T0i1 ¢BSI3U MHTEPECHO OTMETUTh, UTO
y 4 pOJACTBEHHUMKOB ¢ MUKponayruinkanueit 2q31.1 Takxke
ObLTU BBISIBJIEHBI CKEJIETHbIE aHOMAJIUU — TIPOSIBJICHUS
Me3oMenyeckoi aucrasuu [27].

B npencrasnenHoit cembe y mona ¢ der(11)ins(11;2)
naToMopdoJOoTuYECKNEe XapaKTePUCTUKU (JIMIIEBbIE
nucMmopduu, JIMIKII, oTcyTcTBUE TSKENAbIX MTOPOKOB
BHYTPEHHUX OPraHOB) COOTBETCTBYIOT NaHHBIM JIHU-
TepaTypbl MO HEHOTUITUYECKUM MPOSIBACHUSIM TPUCO-
muu 2q31q33.

I'IpeHamaanaﬂ ouazHocmuka

Nudopmanusg, Kacamasicsa Y3 maHHBIX NpU Oe-
PEMEHHOCTH TUIOAOM C CeTMEHTHBIMU aHEYCOMMUSI-
mu 2q31q32~33 B kKapuoTuIie, KpaiiHe orpaHUYeHa.

OrmmcaHbl eTMHUYHBIC TTPeHATAIbHBIC HAXOMIKH, TIPH -
YyeM YCTAaHOBJICHHBIE B ITO3THEM CpPOKe TecTaluu. Tak,
Ramer J.C. ¢ coaBT. yka3pIBalOT Ha OOHapy>XeHUe are-
HE3WU MO30JIMCTOrO Tea Mmpu npoBeaecHnu ¥Y3U miona
B 31 Henemio rectaumu [7]. Gambrielle J. 1 coaBT. BBISIBU-
JIV 3aJIepKKY BHYTpUYTpoOHOTO pasButud mioga (3BYP)
B 3 TpUMeCTpe, B CBSI3U C YeM OBLJIO MIPOBEIECHO POIOpa3-
pemeHme [28]. B aTux nByx HaOMOMEHUSIX aHAIN3 Kapro-
THTIA TIOTOMCTBA M YCTAaHOBJICHME TMAaTHO3a XPOMOCOMHO-
r0 3a00yIeBaHMS (CerMeHTHAsI MOHOCOMUS 2q) OBLIN TTPO-
BEICHBI YK€ TTOCTHATATIBHO.

B 10 e Bpems n3BeCTHHI 2 clTyJasi paHHe ITpeHaTalb-
HOI TMarHOCTMKN MOHOCOMMH 2 y TUTOAa, 00yCIIOBIIEH-
Ho¥ ciopagnyeckuMu abeppamusamMu. Bijlsma E.K. 1 co-
aBT. IPUBOIAT JaHHbBIC ITPEHATAIBHOIO Y3 CKPUHWHTA
6epemenHocTH 1uronoM ¢ del(2)(q24.2q32.2) u maTomMop-
dosormaeckoro nccaeaoBaHus a0OPTUPOBAHHOTO TIIOA.
ITpu Y3U B 13 Henmenb recTalivy ONPENeIsiioch paciipe-
HM€ BOPOTHUKOBOI'O IIPOCTPAHCTBA, B 16 Helelb BhIsIBJIEHA
SKTpomakTwims. [1pu ayTorcnm ycTaHOBICHBI aria3us JTy-
YeBBIX KOCTEI, MOHOTAKTYUIMS TIPABOM U OJIMTOTAKTVIIHST
JIEBOM KMCTH, 9KTpomakTuiaus cron, JMIIIT, JIMXKIT [29].

B naomonennu Chen C-P. 1 coaBT. aMHMOLIEHTE3 ITPO-
BOIMJICSI BBUAY BO3PACTHOTO PUCKAa W YBEIMUYCHUS 3HA-
yeHust Nt (3,6 mm). Ilo pesyiabTaTam CTaHAAPTHOTIO LK~
TOTEHETMYECKOTO aHaIn3a OB YCTAHOBJICH KapUOTHIT
mona — 46, XX, rorga kak 1o naHHbeiM array-CGH 6buta
unentuduumrponsana del(2)(q31.1q32.1). ITpu matomopdo-
JIOTMYECKOM HCCIIeIOBAaHMY a00PTyca OTMEUYEHBI THTIepTe-
JIOpU3M ¥ CUHAAKTUIINS 2-3 majblieB cToIr [22].

B namewm ciygae y cynpyxeckoii mapsr I11-1,2, Habmi0-
TaBIIIEHCs B JKEHCKOM KOHCYJIBTAIIMU TT0 MECTY SKUTEITb-
ctBa (2002 rom), mpu rmpoBeneHny Y 3U 1utona B 12 Henenb
rectaliiy v Bo 2 TpuMectpe MBIIP BuIsiBIeHBI HE ObUTH.
Y cynpyros 111-5,6 no nanxeiM Y3M) B 1 TpumecTpe rpu-
3HAKOB MATOJIOTUH TUIOAA He oTMe4Yaaock. OQHAKO, BBHU-
Iy Hammaust y My>ka ins(11;2) rmpoBeneHne mpeHaTaIbHOTO
aHaIM3a KapuOTHUIIa TTO3BOJIMIIO OOHAPYKUTH AUCOATaHC
(Tpucomuro 2q). C menpio npoGIaAKTUKHA POXICHUS T10-
TOMCTBA C XPOMOCOMHBIM 3a00JiIeBaHHEM OepEeMEHHOCTh
Obl1a IpepBaHa.

CremyeT OTMETUTD, UTO Pe3yJIbTaTUBHOCTH ITpeHATAITb-
HBIX Y3 3aBUCHUT OT CTeTIEHU BBIPAXKEHHOCTH TTATOJIOTH -
YeCcKOro IprU3HaKa 1 CpoKa rectalii. TeM He MeHee, Ta-
KIe TIPOSIBJICHUSI KaK ITpeHaTaIbHasl TUTIOTIIA3HSI, MUKPO-
edanms, pacieamHa Heba/Tyobl M He0a, SKTPOIAKTIINS,
ITOPOK CePIIla MOTYT OBITh YCTAHOBJICHBI IIPEHATATBHO.
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3aknuyeHune

MeXXpOMOCOMHbBIE MHCEPLIUU SIBISIIOTCSI PEIKUMU
aHoManusaMu xpomocoM. IlpencrasieHo Hab/IOAEHUE Ce-
MbH U3 4 TTOKoJIeHMi HocuTeneit ins(11;2)(q21;q931.1q32.3)
Heboubioro pa3mepa (0,8-0,9% I'J1A).

PesynbraThl aHanu3a penpoAyKTUBHBIX MCXOOO0B
B IIPEICTaBIEHHOI CEMbE U OIMMCAHHbBIX B INTEPATYpE CIIy-
4yaeB JIEMOHCTPUPYIOT BO3MOXKHOCTb POXKIEHUS [IOTOMCTBA
KaK C MOHO-, TaK U ¢ TpucoMueii 2q31q32, 1 mo3BOJISIOT
OLIEHMBATh PUCKK ITIOBTOPHOTO POXAECHUSI AETEI C JaHHbI-
MM CETMEHTHBIMU aHeycomusiMu Ha ypoBHe 30-40%, a Be-
postHocTh CA — 20-33%.

VYV mona ¢ tpucomueii 2q31.1q32.3 oTMedeHbI HecTTell -
nduuecKue MposBIeHUSI ayTOCOMHOTrO aucbananca. GeHo-
TUTIMYECKUE TTPU3HAKH Y IBYX MaieHToB ¢ der(2)ins(11;2)
COOTBETCTBYIOT CUMIITOMOKOMILIEKCY, KOTOPbIii paccMa-
TPUBAETCS KJIMHUYECKU OYePUYSHHBIM CUHAPOMOM MOHO-
comum 2q31q32. Mukpouedanus, paciieanHa Heba/TyObl
U Heba, SKTPOAAKTUIINS SIBJISIIOTCSI OCHOBHBIMU AUArHO-
CTUYECKMMU MapKepaMu MaTOJIOIMU IUI0AA, 3HAYMMbIMU
IUIST TIpEHATaIbHON Y3 MMarHOCTUKMU.
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