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CvHapom Bunbsimca (CB) — mynbTucrctemHoe reHoMHoe 3aboneBaHue, 06ycioBleHHoe MUKpoaeneLmeit KpUTUYeckoin Xpomo-
comHoi obnacTtu 7q11.23. BonbWMHCTBO CNy4aeB SBASAOTCA CMOPaANYeCcKUMU, ONucaHbl eAMHNYHbIe HAbMOAEeHNS HacneaoBaHNs
[aHHOro XxpOMOCOMHOro AedekTa no ayToCOMHO-A0MUHAHTHOMY TuMy. Mbl BniepBble npeactaensem HabnioaeHne CB y 3 poacTeeH-
HMKOB B 3 MOKONIEHMAX C Nepefayet XPOMOCOMHOMo AedekTa no MaTePUHCKOW NMHMK. MpoBeAeH aHann3 GEHOTUMMYECKOrO CnekKT-
pa, nokasaHa BHyTpucemeiHas BaprabesibHOCTb KIMHUYECKMX NMPU3HAKOB.

KniouyeBble cnoBa: cuHapoM Bunbsmca, mukpoaeneums 7gq11.23, FISH, ayToCOMHO-A0OMWHAHTHOE HacnegoBaHue

Brenenne

Cunnpom Busbsmca (OMIM 194050) — mynbTucucTeM-
HOoe TeHOMHoe 3abosieBaHue. [lomynsiiiMoHHasE yacTtota CO-
crapisier 1 Ha 7500—25 000 HoBOpoxaeHHbIX [1]. [TpuunHOI
3a00/1eBaHuUs SIBJISIETCS] MUKPOJENElMst KpUTUIECKOM XpOMO-
comHoit obmactu 7ql1.23 pasmepom 1,55—1,84 MiaH 1m.H.,
BKymovaroieit 28 renos [2]. Kimaccmyeckuii CHMITTOMOKOMIT-
JIEKC CHUHIpOMA: TUMMYHbIE YePerHO-JIULIEBblE AUCMOPHUN
(BBICOKMI1 J100, «3Be3M4aThle» pamy*kKKu, KOPOTKUI HOC ¢ OT-
KPBITBIMU KIIEpeI HO3IPSIMUA, KOPOTKHIA (PUITBTP, MaKpOCTO-
MU, TTyXJIble TYObI, MUKPOTEHUST); TIpe- 1 MTOCTHATATbHAS 3a-
JepxKa (U3NYECKOro Pa3BUTHSI; TOPOKU CEPAEYHO-COCYIU-
CTOIl CUCTEMBI, Cpelu KOTOPBIX XapaKTEPHBIMU SIBIISIOTCS
HaJIKJIaMaHHBI CTEHO3 aOpPThl U CTEHO3 JIETOYHOI apTepyi;
aHOMaJIMU TIOYeK, TMIePMOOMIBLHOCTh CYCTaBOB, T'PBIKU;
TPaH3UTOPHAsl HEOHATAIbHAS TUTIEPKATIbLIMEMMS; YMCTBEHHASI
OTCTaJIOCTh, OCOOEHHOCTU MOBEACHUS (MOBBILIEHHbBIE OOIIK-
TEIBHOCTD, CJIOBOOXOTIMBOCTD, APYKETI00HOCTD) [2, 3].

IIpencrapisiem onucaHue CeMbU C Tiepeaaveil MUKpoe-
neuuu 7q11.23 B 1BYX MOKOJEHUSIX.

MarepuaJibl 1 METOIbI

Cembs (rpobaHp, ponuTend, 6adyika) Obuta o0cen0BaHa
C WCTIOTBb30BaHMEM KIMHHUKO-TeHEaIOTMIeCKOro, IIUTOTeHETH-
YecKoro 1 MoJiekysipHo-1iuroreHetudeckoro (FISH) metonos.

IMpenapatel  MeTada3HbIX XPOMOCOM  IMOJYyYeHbl U3
DI A-CTUMYIMPOBAHHONM KYJIBTYPhl JUM(MOLUTOB mepude-
PUUECKOM KPOBU COTJIACHO CTAaHIAPTHBIM TpoIleaypaM. AHa-
J3 Kapuoturia BoinosiHeH Ha GTG-okpallleHHbIX XpPOMOCO-
max (550—800 cermeHTOB B TrariougHoMm Habope). FISH
MPOBOAWIIACH TIO CTAHAAPTHOMY MPOTOKOJY C TIPUMEHEHHEM
dayopecueHTHBIX JToKyc-crienrdpraeckux JJHK-po6: Willi-
ams Region Probe (LSI ELN, LIMKI, D7S613 Spectrum
Orange/ 7q31 LSI D7S486, D7S522 Spectrum Green) (Vysis)
u LSI Williams-Beuren Region Probe (FZD9, WBSCRI10,
TBL2; LIMKI, WBSCR2, D7S613, WBSCRI1, RFC2;
CYLN2 Direct Red/ 7q22 LSI control Green) (Q-biogene).

Pe3yabTaTel U 00CyXKIeHue

IMpobaHm — MaTbuMK, €MIUHCTBEHHBI PeOEHOK B CEMbE.
Bpak HeponCTBEHHBII, BO3PACT MaTePU Ha MOMEHT POXIe-
Hus pebeHka — 25 jer, otua — 19 net. bepemeHHOCTH TIEp-
Basl, OCJIOXKHEHHas1 recto3oM 3 TpuMmecTpa. [1pu ynbTpasBy-
KOBOM CKpuHUHTE B 12 1 20 Heaenb recTaliy IaTOJIOTUY He
oOHapyxXeHo, pu obciaenoBaHuy B 30 Hemelb y IJ101a BI-
SIBJIEHO YKOpOUEHHUE [JUIMHHBIX TPYOUaThIX KOocTeil. Posbl ue-
pe3 ecTeCTBEHHbBIE POIOBBIE TYTH B cpoke 38 Hemeb. HoBo-
POXIEHHbBIN MMeJ TPEeHATaIbHYIO TUIOIIa31I0 U MHOXKEeCT-
BEHHbIE BPOXICHHBIE TTOPOKM Pa3BUTHS (CTEHO3 JIETOUHOM
apTepuy, pU30MeINIecKoe YKOPOUeHIe TpyOUaThix KOCTEN,
1axoBasi rpbika, TUIIOCTIAMS).

IlepBoe  MeOUKO-TeHETUYECKOE  KOHCYJIBTUPOBAHUE
(MI'K) npobaHna npoBeneHo B Bo3pacTe 3 mecsieB 10 qHeit
B CBSI3U C 3alep>KKOM pa3BUTHSI, TIOPOKOM Cepalia 1 JIUIe-
BbIMU ucMopdusiMu. TTpu KIMHUYECKOM OCMOTpE OTMeue-
HO CXOACTBO (heHOTHUIIOB IpobaHga u Matepu. Habmomae-
Mble Y TAllMEHTOB MPU3HAKK TIpeACTaBlIeHbl B Tabmuie. [1o
pesyibTaTaM  MOJIEKYJISIPHO-IUTOTEHETUYECKOTO MCCIe10-
BaHMS y MaTepu U peOeHKa BBIIBICHA MHUKPOACTCIIS
7q11.23 u ycraHosieH CB.

ITpu moBropHoM MI'K mpoBesieH KIMHUYECKUTT OCMOTP
6abyiky npobanaa. OtMevyeHbl XapakTepHbie mist CB mpo-
SIBJIEHMSI: JINLIEBbIe TUCMOPGhUM, KapauoJOTHUecKre Hapy-
mweHusi, onuroppenus (tabauua). Ilo  pesynabratam
FISH-ananu3a o6HapyxeHa Mukpoaeneuust 7q11.23.

BonbimHcTBO ciyyaeB CB sIBIsIOTCS criopagiyecKuMM.
Tem He MeHee, UMEETCsI COOOIIEHHUE O CEMbE C ABYMS ITopa-
JKEHHBIMU COCaMM, B KOTOPOM TTOBTOPHOE BO3HUKHOBEHME
3TOr0 XPOMOCOMHOTO NeeKTa aBTOPbI CBSI3bIBAIOT C HAU-
yyueM B KapMOTHUIIE OTIAa WHBEPCUU KPUTUUECKOM XPOMO-
comHoii obnactu CB (BapuanT monumopdusma) [4]. Ka-
ra-Mostefa A. 1 coaBT. onucaHa ceMbsl C ABYMsI cubcaMu
¢ mukponeneuneir 7q11.23 MaTeprMHCKOTO IPOUCXOXKICHUS.
B kauecTBe MpUYMHBI TOBTOPHOTO POXKIAEHUST OOJBHOTO pe-
OeHKa paccMaTpuBaeTCsl TOHAZHBIA MO3auIU3M y (DEeHOTH-
MUYECKHU 300pOBOIl MaTepu [5].
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«HOBBIE TEXHOJIOTMW OUATHOCTUKW HACJIEACTBEHHbIX BOJIE3HEN»

Tabmmua
CpaBHUTENIbHasA XxapaKTepuctuka GeHoTMNNYECKUX NPU3HaKoB NaLMeHTOB

MpobGaHp, MaTb Babyuuka

MpeHaTanbHasa runonnasuns lectauna 38 Hen., lectauma 36 Hep., H.W.
macca 2390 r macca 1800 r

BospacT Ha MOMEHT nepBunY- o
Hoit MK 3 mecsaua 10 gHei 27 net 52,5 ropa
®dusnyeckmre nokasartenu:
macca 4 xr800r (3 p.c.) 55 kr 58 kr
pocT 52 cm (<3 p.c.) 160 cm 155 ¢cm
OKPY>XXHOCTb FOJIOBbI 38 cm (3 p.c.) 51,2 cm (83—10 p.c.) 51 cm (8 p.c.)
Mwukpouedanus MorpaHnyHas MorpaHnyHasga MorpaHnyHas
YMCTBEHHas OTCTaNocCTb 1 ron 2 mecsaua: passutme no i i

BO3pacTy
PeueBoe passutne C 1 ropa C 2 net H.N.
MblleyHasa rmnoToHms + +

CeppeyHo-cocyaucTas cucTe- | HagknanaHHbili CTEHO3 Nleroy-

MK: peryprutaums | cT. MK: perypruptaumsa I—Il cT.

ma HOW apTepumn AoK: pBycTBOpYaThIn, Aedop- AoK: perypruptauus | cT.,
MUPOBaH, YMI0THEH CTBOPKM YMIOTHEHBI
MMM: nponabupoBaHne TK: perypruptauus | cT.
ApTepuanbHas rmnepTeH3ns ? 150-170/80-100 noctosiHHas | 160—180/90—100 anu3oanye-

rMNoTeH3nBHaga Tepanna CKN

OnopHo-aBUraTenbHbIN anna-
pat

YMepeHHoe pr3oMenmyeckoe
yKopo4yeHune TpybyaTbix KOocTel

HapyleHne ocaHkm HapylieHne ocaHkm

pbixn [MaxoBas rpbixa cneea

? ?

MouenonoBas cucrtema PaclumpeHuve yaweyko-noxa-
HOYHOW CUCTEMBbI; rosioBYaTas

rmnocnaguns

HedponTtos; menses ¢ 13 go
50 net; umkn 6e3 pyHKLUNO-
HaNbHbIX HapyLUEHNI

HedponTtos; nuenoHedpur;
menses ¢ 13 neT; umkn 6e3
GbYHKUMOHANbHbBIX HapyLLeHN

HenpoxogumocTb Hococnes-
HbIX KaHaJ10B

[Mpoune aHomannu

Mosnn XenyHoro nyasips Kono6oma pagyxku cneea

[Has neperopoka, H.u. — HeT nHdopmMauun

MpumeyvaHne. MK — muTpanbHbili knanaH, AoK — aoptanbHbii knanaH, TK — TpykycnmaanbHbii

knanaH, MMM — mexnpeacep-

Hab6nionenust ¢ nepenaueit neienuu Mo ayTocOMHO-/0-
MMHAHTHOMY THUIIy B JIMTepaType eIMHu4Hbl [6—12]. Sad-
ler L.S. u coaBrt., Morris S.A. 1 coaBT. MpeacTaBIeHbI K-
HUYECKMEe XapaKTepUCTUKU 4 ceMell ¢ ¢poTorpadusmMu Bcex
MalKeHToB, B KOTOpbix CB uMmeroT poautenb 1 pebeHoK [6,
7]. duarHo3 ycTaHOBJIEH HA OCHOBAHUU XapaKTePHBIX KJIM-
HUYECKUX TIPU3HAKOB Oe3 onpeieeHUs XpOMOCOMHOTO Jie-
¢ekra. BriepBoie cemeiinbie caydyau CB ¢ ycraHOBIEHHOM
mukponenenueit 7q11.23 ormmcansl B 1998 romy. Tak, Ounap
K. 1 coaBT. ony0;11MKOBaHbI JaHHbIE O Mepeaaye XpOMOCOM-
HOI1 aHOMaJiuu oT Matepu K pedeHky [8]. Onis V.M.C. u co-
aBT. TMpeacTaBieHO HaOMoAeHWe, T[ae MUKPOAEeIUs
7q11.23 BBISIBIIEHA Y 5 YIEHOB CEMbU B ABYX ITOKOJCHMSIX
(Tpu cubca, MaTh U ee 6pat) [9]. [TozaHee, Pankau R. u co-
aBT. (2001 r.) omucaHbI ABE CEMbH C BePTUKAJIBHON Iepena-
yeit nesieiu ot Marepu K godepu [10], Metcalfe K. u coabr.
(2005 r.) — cmyuyaii mepemauu oT otua K ceiHy [11], Parlak
M. u coasr. (2014 r.) — nepeaauyu oT OTIIA K IBYM pa3HOIO-
JIbIM cubcam [12].

B mpencraBneHHOI HaMU ceMbe BIEPBBIC YCTAHOBJICHO
Hannure Mukponeneuu 7q11.23 y 3 poncTBeHHUKOB B 3 I0-
KoJyieHusIx (0alOyilika, MaMa, peOeHOK) C Tepeaadeil XpoMo-

COMHOTO nedheKTa Mo MaTepuHCKOM JIMHUU. B GoJbIIMHCTBE
13 OTMCAHHBIX B JIUTepaType ceMeii Takke HabaoIaeTcsl Ha-
cJefloBaHKe JaHHOM MMKpOIEIelMM OT MaTepd K peOeHKy
[6—10], u TonbKO B 3 — OT oTla K pebenky [7, 11].

CnenyeT OTMETUTh BHYTPUCEMEHHYIO BapuabeIbHOCTb
eHoTunMueckux nposisiaeHuit CB, B TOM 4ucie Mo OCHOB-
HbIM TUArHOCTMYECKMM CUMIITOMaM, BIMSIIOIIMM Ha KayecT-
BO XKM3HU M COLIMAIbHYIO afanTaluIo MalueHToB. Tak, Toib-
KO MpoOaHa MMeeT TUITMYHBIN MOPOK cepalia — HaaKIanaH-
HBII CTEHO3 a0PThI, KAPIMOJOTMYECKUE HAPYIIEHUs Y MaTe-
pu 1 0a0yIIKKY MpPeACTaBIeHbl HeCIeHM(pUIECKUMHU U3MEHe-
HUSIMU. BBIpaskeHHOCTb OJIMTOMPEHNH Y B3POCTBIX MallieH-
TOB pa3NiMYHa: MaTh MPOOAHIa UMeEeT MOTPAaHUYHYI0 YMCT-
BEHHYIO OTCTaJIOCTb, TOT/IA Kak 0abyllika — OJMrodpeHunIo.

DepTUIBHOCTD Y 00€UX KEHIIUH COXpaHeHa. Y 0alyii-
KU Tpo0aHaa B PENpOAYKTUBHOM aHaMHe3e: CIOHTAHHbII
abopT paHHETO CpoKa, POXKICHUE 3M0POBOIA T0YepH U Toue-
pu ¢ CB. 'eHeTnueckuit IporHO3 1T MaTepu IpodaHma —
50%-Hblii prCK MTOBTOPHOTO poxkaeHus pedberka ¢ CB. Dto
JTUKTYeT HEOOXOAMMOCTb TMPOBENCHUS LieJieHarpaBIeHHOM
MpeHaTalbHOW JUATHOCTUKW C OMpeAeSeHUEeM KapuoTHuIla
naoja.
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3akmouenue

Cemeiinbie Habmonenuss CB — penkoe coonite. Hamu
BITCPBBIC TIPEICTABICH CIydail OOHApYXKeHUS MUKPOJIEIIe-
vu 7q11.23 y 3 poacTBeHHUKOB B 3 nokojieHusix. [Toka3aHa
BHyTpUCeMeliHasl BapuadeJIbHOCTb XapaKTEePHbIX (DEHOTH-
MUYECKUX TIPU3HAKOB.
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Familial Williams—Beuren syndrome in three generations
Khurs O.M., Rumiantseva N.V., Kulak V.D., Naumchik L.V., Zobikova O.L., Gromyko O.A.

National Research Centre «Mother and Child», Minsk, Belarus, e-mail: khurs_om@inbox.ru

Williams—Beuren syndrome (WBS) is a multisystem genomic disorder, caused by deletion on chromosome region 7q11.23. Ma-
jority of cases occur sporadically, and a few familial cases have been described. We report on the first case of WBS in three relatives in
three generations with maternally transmission of the microdeletion. Intrafamilial variability of the clinical features was shown.
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