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OCOBEHHOCTU MEANKO-TEHETUYECKOIO KOHCYJIbTUPOBAHNSA CEMbU
NP HOCUTENIbCTBE CTPYKTYPHOW ABEPPALIMN XPOMOCOMDbI 6
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m Obcy:kaaercs ciayydail ceMeiiHOro HOCHTEeIbCTBA CTPYKTYPHOH XpoMocoMHo#i aGeppauuu del(6)(q24) B ABYX NOKOJIEHHAX.
BrniepBble BbIsIBJIEHHAs Yy 2-JIeTHell 1eBOUYKH adeppalysi CTajJa NOBOAOM /JIsi CeMEiHOro MeIMKO-TeHeTHYeCKOro uccjieno-
BAHHUsA, BKJIIOYAs NMPEHATAJIBHYI0O IHTOI€HETHYECKYIO IHATHOCTUKY. Pe3y1bTaTbl KJIMHUKO-IeHeTHYeCKOro 00c/1el0BaHus
NMpoGaH/Ia CONOCTABIEHBI C IUTEPATYPHBIMH JAHHBIMH.

m KiiroueBble cjioBa: yacTHYHAss MOHOCOMMSI 6q, HUTOTC€HETUYCCKOEC UCCIICNOBAHUE,; MEJIUKO-TCHETUYECKOC KOHCYJIBTUPOBAHUE.

PARTICULARITY OF GENETIC COUNSELING IN CASE OF A FAMILY CARRIERS
OF STRUCTURAL ABERRATION OF CHROMOSOME 6

© A.N.Volkov'? R.V. Olennikova3, O.l. Rytenkova3

'Kemerovo State University, Kemerovo, Russia;
*Kemerovo State Medical Academy, Kemerovo, Russia;
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m We discuss the case of a family carriers of structural chromosomal aberration del(6)(q24) in two generations. For the
first time revealed in 2 year old girl, the aberration has become a reason for family medical and genetic examination, in-
cluding prenatal cytogenetic diagnosis. The results of clinical and genetic testing of the proband were compared with pub-

lished data.

m Key words: partial monosomy 6q; cytogenetic study; genetic counseling.

BBepeHune

CoBpeMeHHas MEIMKO-TEHETHYECKas Ciyxk0a
MpU3BaHa OKa3bIBaTh HACEICHHUIO LIMPOKHH CIIEKTP
MEIUIUHCKUX YCIYT, OT NMEPBUYHOTO OCMOTpa Ma-
LUEHTAa M KOHCYIGTHPOBAHHUS CEMbH 1O MpOBeIe-
HUS TIPEHATAJIHONW AMAarHOCTHKH C LEJIBI0 PAHHETO
BBISIBJICHHSI TOPOKOB PAa3BUTHUSI M TEHETHUECKUX Ha-
pyiieHuii y moromctBa. D(PQPEeKTUBHOCTH U CBOEB-
PEMEHHOCTh JAaHHBIX MEPONPUSATHH ONpenenseTcs
CJIAXKEHHOCTBIO PaOOTBI OTHENBHBIX 3BEHBEB CIYXK-
Obl, TEXHUYECKMMU BO3MOKHOCTSIMH, OIIBITOM II€p-
coHana. Hike npuBoaumrTcst ciydail W3 NPaKTUKU
MI'K, neMOHCTpupyIOLUi €ro BO3MOKHOCTH U Me-
CTO B COBPEMEHHOM 3/IpaBOOXPAaHEHHH.

OnucaHue n aHanu3 caiydasd

B wmenuko-reHetuueckoit koHcyiasrauuu ['AY3
KOKB (1. KemepoBo) Habmionanachk manueHTka .
c TpyOo# 3amepkkoil pazButus. B Bo3pacte 2 jer
oOcienyeMass HE CHJAWT, HE IIONI3a€T, HE BCTAeT.
YCTaHOBIIEH OTATOIICHHBIN MEpUHATAIBHBINA aHAMHE3:
pa3BuTue 2-ii OepeMEeHHOCTH MPOTEeKano Ha QoHe
KypeHHUsl MaTepH, yrpo3bl IpephIBaHUs OepeMEHHO-

CTH, F€CT03a, MHOTOBOAMS, 3aJIEPKKHU Pa3BUTHA ILIO-
Ja. Bmecrte ¢ TeM HacleACTBEHHOCTb IO BPOXKJIEH-
HoM maroyiorun, B ToM uucie BIIC, He oraromeHa.
B cembe ecTb 310pOBBII peOCHOK, MANBUUK 7 JIET.
[Ipobanx poxkaena B cpoke 34-35 Henenb BecoM
1800 r, nmuHa Tena 44 cMm. Ycranosienbl BIIC, Te-
Tpana damio, B Bo3pacTe § Mec. MpoBeeHa omepa-
uus. [lo pesynsratam Y3U roaoBHOro Mo3ra BBISIB-
JIEHa BEHTPHUKYJIOMET AN

IIpu ocMoTpe reHeTHKoM y manueHTku M. BbIAB-
JICHBI MHO>KECTBEHHbIE aHOMAIMU 1 MUKPOAHOMAaJIHN
pa3BuTHs. [Ipm HECKONBKO TUCTapMOHHYHOM TEJO-
CIIOKeHUH ToJIoBa OpaxuiedansHol GopMbl, KOPOTKast
med. OTMe4eHBl BBIpaXKEHHBIE YEIIOCTHO-JIMIIEBBIC
aucMopuu: MUKpO(TalbMHS, NTO3 BEK, IHUPOKHUN
KOHYMK HOCa, MUKPOCTOMUSI, OITyILIEHHBIE YIIIBI PTa,
YKOPOYEHHBIH (HUIBTP, BBICOKOE TOTHUECKoe HEDO.
VIIHbIE paKOBUHBI JUCIIIACTUYHBIE C THIIOIUIA3UEH
3aBUTKa. BBIsSBIEHBI aHOMAINK KOHEYHOCTEH: KITMHO-
JAKTWINS MU3MHIA, KaMITOAAKTHINA 3—4 manbleB
PYK, BBICOKOE CTOSIHUE 2 MaJIbIIEB CTOII.

CobecenoBanue ¢ marepbio M. u ananus pesyib-
TaToB 00CJIeJOBaHHUA BO BpeMsi OEpEMEHHOCTH IIO-
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Ka3aJ1 HEBO3MOXXHOCTb UACHTU(HUKALIUH [TPU3HAKOB
MaToJIOTHH Y IJIOAA B JaHHOM ciydae. B coorert-
CTBHM C JCHCTBYIOUIMMH HOPMAaTHBaMH >XCHIIMHA
MIPOXOMIIa TpexXKpaTHoe Y3-o0ciieoBaHuE M0 Me-
CTY JKUTEJIbCTBA, 110 PE3yNbTaTaM KOTOPOro He ObuIn
BBISIBJICHBI ITOPOKH PA3BUTHSI TUIOJA HA BCEX ATamax
uccnenosanus. KoHueHTpanuy chIBOPOTOYHBIX OHO-
XMUMUYECKHX MapKepOB, aHATU3UPYEMBIX y OepeMeH-
HOMW, HAXOAWJIMCh B PaMKax MOIYJISILIUOHHOTO YPOB-
HSl, XapaKTEPHOTO IJIs1 pernoHa. Pe3ynbrarsl Takoro
PETPOCIIEKTUBHOIO aHajIM3a COCTOSHUA OepeMEeHHO-
CTH HE KQXKYyTCS YIUBUTEIBHBIMU C yYETOM TOTO, YTO
BBISIBIISIEMBIE B XO/I€ MacCOBOT0 00Ce1oBaHus Oepe-
MEHHBIX ¥Y3- 1 OHOXMMUYECKHE MapKephl IaTOJIOT U
IUI0/Ia OPUEHTUPOBAHBI B NIEPBYIO OYEPEb HA BbISB-
JICHUE aHEYTJIOUANH, COTPOBOXKIAIOLINXCS TPYOBIMU
MIOPOKaMH Pa3BUTHSA, KOTOPbIE OTCYTCTBOBAJIN Y IIPO-
6anna U. C opyroii cTopoHsl, 111 3 GEKTUBHOTO BhI-
SIBJICHUS] BPOXKICHHBIX aHOMAJIMI Ha MTO3IHUX dTanax
pa3BUTHSA II0Aa TPEOYIOTCS BBHICOKHUE TEXHHUYECKHE
BO3MO)KHOCTH M COOTBETCTBYIOILIasl KBaJIM(UKALN
[IepcoHaJa, HEIOCTYITHBIE B Psiie TEPPUTOPHATIBHBIX
KEHCKUX KOHCYJBTAlMi, KaK B paccCMaTpUBAEMOM
HaMHU CIly4ae.

Ilo pesyasraram ocmorpa M. Obu1o HazHaYeHO
LIUTOTEHETUYECKOE HCCIe0BaHNe. AHAIU3 KapHo-
TUNA TOKa3aJl HajJu4yhe Yy MAlUEeHTKH YacTUYHOU
MOHOCOMHH 6 C pa3pbIBOM B cermenTe q24 (puc. 1).
Jnst yTouHeHUs] MpOUCXOKACeHUsT abeppauuu ObLIo
JIOTIOJTHUTENBHO MPOBEACHO KApUOTUIIMPOBAHHUE PO-
muteneil M. Hocurenem aHomanuum okaszajicst oTer]
nanueHTky. [loMuMo neneTnpoBaHHON XpPOMOCOMBEI,
BO BCEX M3YUEHHBIX KJIETKaX nepudepruiaeckoil KpoBu
MY>XYHHBI TPUCYTCTBOBAja JIOTIOJHHUTENbHAS Map-
KepHast xpomocoma (puc. 2). Mopdonorust mapkepa,
a TakKe OTCYTCTBHE KaKHUX-THOO 3aMETHBIX KIMHH-
YECKUX HapyIIEHUM TMO3BOIMIN CAENATh 3aKiroue-
HUE 0 HAJTMYMH Y MY>KUYMHBI COaTaHCUPOBAaHHON XPO-
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Puc. 1. Kapuortum u abeppaHTHast XpOMOCOMA TTAIlHEHTKH

MOCOMHOM abeppauuu, Jeflelud XpOMOCOMBL 6 mpu
COXpaHEHHUH B KileTke ee ¢parmenta. ®opmyna ero
KapuoTHIa onpezeneHa kak 47,XY,del(6)(q24),+mar.
Takum 00pa3oM, ¢ y4yeToM AaHHOW HAaXOOKH YCTa-
HOBJICHA OKOHYaresibHasi Qopmyna kapuortuna U.,
46,XX,del(6)(q24)pat.

BMmecte ¢ TeM UMeromuecs B HallleM pacropsiKe-
HUY LUTOT€HETUYECKHE METO/IBI HE TTO3BOJIMIIM yCTa-
HOBHUTH IPOMUCXOXKACHUE U CTPYKTYpPY MapKEpHOU
XPOMOCOMEI y OTHa mpobanaa. s 3Toro Myx4ynHe
ObUI0O PEKOMEHJOBAaHO NPOBEACHUE BBICOKOTOUHON
nponenypsl FISH-ananuza B oqHOM U3 enepanbHbIX
MEINKO-TeHEeTHYECKUX yupexaeHuil. Ha MoMeHT Ha-
MUCaHMsI CTaTbU TAKOIO MCCIENOBaHMS IPOBEIEHO
He OBLIO.

I{uTorenernyeckoe HMccleOBaHUE C OAHO3HAU-
HBIM YCTaHOBJIEHHEM XPOMOCOMHOM aHOMaJHHU IO-
3BOJISIET MPOBECTH CPABHMUTEIBHBIN aHAIU3 JaHHO-
TO ciay4as U HMMEIOUINXCS JUTEpaTypHBIX JAHHBIX.
OTO MOMOMKET MPENIOIOKHUTh HUCXOJ HOCHUTEILCTBA
BBIABJICHHOW XPOMOCOMHOW a0eppalu, BBISIBHTH
BO3MOXHBIE YI'PO3bl 3I0POBBIO M CIIJIAHUPOBATH Xa-
pakTep METUIIMHCKON OMOIIY MALUEHTY B JajIbHEN-
meM. CUTyanus OCIOXKHSIETCA BEPOATHBIM BIIMSHU-
€M Ha pa3BUTHE 00cJeqyeMOi BO BHYTPUYTPOOHBIN
NEpUOA JOTOJHUTEIbHBIX HEraTHBHBIX (PAKTOPOB.
[TosTOMy 1O BO3MOKHOCTH CIENyeT OTIAMYUTH -
(heKTBI caMoil XpOMOCOMHOHN aHOMAIIUH OT JIOTIOTHH-
TEJBbHBIX TEPATOr€HHBIX BO3/IEHCTBHIM.

B karanore HecO6amaHCUPOBAHHBIX XPOMOCOMHBIX
abeppauuii y yenoBeka Schinzel mpuBoAUT pe3yib-
Tarbl 00CeOBaHMsI HECKOJBKHX MalUeHTOB C Jie-
JIMeH JUTMHHOTO I1Ieua XpOMOCOMEI 6(q24 — qter).
Haubonee yHuBepcanpHble 4epThl (MUKpOLE(aus,
3a/lepKKa TICUXOMOTOPHOTO Pa3BUTHS, paclleIuIeH-
HOe HEOO, TUCTIIIACTUYHBIE M HU3KO PACTIONOKEHHBIC
VIIU U JIp.) HETb3S1 CYUTATh CIEHU(PUYECKUMH aTpH-
OyTaMu JaHHOHM reHeTndeckoil anomanuu. C npyroi
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Puc. 2. Kapuorum u abeppaHTHas XpoOMOCOMa OTIIA TTAITHEHTKH
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CTOPOHBI, KQXIIBIA U3 MPOOAHIOB UMEN KaKHe-Ir00
XapakTepHble oTanWuus. Tak, y 2-MecsSYHOW mHaiu-
€HTKU BBISBJICHBI ruaponedanus u MUKpodTab-
MUsl, 4-TETHUN MaJIbuUK UMEJl aHOMAJIHUIO JIETOYHOU
BEHBI M HEOOBIYHBIE KOXKHBIE U HOTTEBbIE Ne(eKThHI
Ha MaJblax pykK, a y 4-1eTHell eBOYKH 0OHAPYKEHBI
KOCOJIAIIOCTh B COYETAHHUH C PSIZIOM MHUHOPHBIX aHO-
Maimi [5].

O mopokax cepledHO-COCYIUCTON CUCTEMBI MPH
HaJIMYUU TepMUHAIBHON aenenmu 6(q24.3) coob-
marotT Meng et al. (1992). V 4-mecsyHOTO ManueHTa
axokapauorpadus BbIABHIA Je(PEKT MENKETynod-
KOBOH IEPETOPOAKM M OTKPBITHIM apTepuanbHbII
MPOTOK KaK Ba)KHEWIITHE 3JIEMEHTHI TeTpaabl daio.
AHaNornyHO HameMmy HaONroAeHuto y pedeHka o00-
Hapy>X€Hbl MHOTOYHCIICHHBIE YEIFOCTHO-JIUIICBEIC
AHOMAJIMH, B TOM 4YHCJE apKoBHIHOEe HEOO (compo-
BOXKJIABIII€ECs PACIIEIMHON MSTKOro HEDA), MUKpPO-
rHarus. llles kopoTkas, UMeENHCh TaKXKe IHUCMOp-
(UM KOHEYHOCTEW, HE BIIOJHE COOTBETCTBYIOIINE
HaOmomaeMoMy Hamu ciy4ar. Kak u B mpeapiay-
IIMX HAOIIONEHUSX, aBTOPHI BBIABUIM Yy TAlMEHTa
YHHUKAIIEHBIC YEPThI: OTCYTCTBHE MO30IUCTOTO Tela
u uMIepHopupoBaHHBIN anyc [3].

Boy et al. (1998) momblTanuch CUCTEMAaTH3U-
poBaTh pe3yabTaThl omucaHus Oonee 20 cimydyaeB
JeNeluil JUIMHHOTO IIeda XPOMOCOMBI 6 pa3HOU
MPOTSHKEHHOCTH, 0T 21 — qter 1o q26 — qter, ¢ 1e-
JIBI0 OTIPEICTICHHUS MOCTOSHHBIX JTUATHOCTHYECKHIX
MPU3HAKOB «CHUHAPOMAa TEPMUHAILHOW JEIICIIUN
6q». Haubonee yHHMBepCaIIbHBIMH OBUTHA 3a/IepiKKa
MICUXOMOTOPHOTO Pa3BUTHUSA, TUTIOTOHUS, YETIOCTHO-
JUIeBbIe JUcMOpduH, NehOPMUPOBAHHBIE M CME-
IICHHBIC YIITHBIC PAKOBUHBI, KOPOTKAs IIes, aHOMa-
JIUU KOHEYHOCTEH U NeeKThI CePICIHO-COCYAUCTON
cucrembl. COOCTBEHHOE U3yUECHUE aBTOPAMH CITydast
del (6) (q22 — qter), B 94aCTHOCTH, BBISIBUJIO Y HOBO-
poxaenHoro tetpany damno [2].

Hakonen, B HemaBHO OIyOIMKOBaHHON pabo-
Te Nair et al. (2012) npuBOAAT KIMHUYECKOE OIU-
canue 1,5-rooBanol TAIMEHTKH C KapUOTHUIIOM
46,XX,del(6) (q24 — qter). MHorue 4epThl COBMa-
JIAJIA C BBISBJICHHBIMH B HAIlleM ClIy4yae aHOMallus-
mu. [lpexnae Bcero, aBTOphl OOpaTHIIM BHUMAaHHUE
Ha J1e(eKTHl MEXIPEICEPAHON U MEAOKETYT0YKOBON
MIEPETOPOIOK ¥ HAIWYNE OTKPBITOTO apTepUATBHOTO
npotoka. OTMeueHbl Opaxuredanus, KOpoTKas Iesl.
MHOro4HcICHHBIE YEeNIOCTHO-THIEBbIE AUCMOppun
B YHMCJIC MPOYHMX BKIIOYAIU THIICPTEIOPHU3M, IIH-
POKYyIO CIIMHKY HOCa, BBICOKOE apKOBHIHOE HEDO,
MHUKPOPETPOTHATHIO, HU3KO MOCAKEHHbIE Ae(opMu-
poBaHHEIC yiin. B 1iemoM manueHTKa XapaKTepHu30-
Bajach BBIPAXKEHHOW 3aJICPIKKOHM TCUXOMOTOPHOTO
pa3Butus U runoronuer, a MPT ronoBHoro mosra
BBISIBUJIA YACTUYHBIN areHe3 MO30JIMCTOTO TeJia, JABY-
CTOpOHHEE yBeIUYEHHE CyOapaxHOMAAIBHOTO TPO-

CTPAHCTBA U PACLIMPEHUE TPETHETO U JaTePaTbHOTO
JKETYIOuKOB [4].

TakuMm 00pa3oM, cOOCTAaBIIsIsI COOCTBEHHBIC JJaH-
HBIE C MaTepHalaMH JPYTHX HCCIEeJOBaHUH, MOXK-
HO 3aKJIIOYUTh, YTO BBISBICHHBIE Yy HaunueHTku H.
MOPOKU PAa3BUTUSI U AUCMOPPHUHA HE MOTYT OBITH
CIICICTBUEM TOJBKO OTSTOMIEHHOH OEpeMEHHOCTH.
HanpoTtus, naHHBIE JUTEpaTypsl CBUAETEIBCTBYIOT
0 HAJIMYMHK Yy 00CIeoyeMBbIX C YaCTHYHOH MOHOCO-
MHUel 6q psla 4acTo MOBTOPSIOUIMXCS MPH3HAKOB,
TaKMX KakK MOPOKU CEepAEYHO-COCYAHCTON CHUCTEMBI
W YeNOCTHO-NIMIEBble aHoMmannu. K coxanenwio,
HaM HE YIanoch OOHapyKUTh WUH(POPMAILUIO O TPO-
JOJDKUTEIBHOCTH JKU3HH M COCTOSHHM 3JI0POBBS
MAIMCHTOB ¢ YKa3aHHOW XpOMOCOMHOM abepparueii
B CTaplIeM Bo3pacTe.

Ha MoMeHT mpoBeJeHus! IIUTOreHETHYECKOTO 00-
cliefioBaHUs ceMbU Marh M. Oblia OepeMeHHa, KEH-
HIMHE TpeUIoKEeHa Npoleaypa MpeHaTaIbHONH WH-
Ba3MBHOW JTMArHOCTUKH, HECMOTpS Ha OTCYTCTBHE
MTOPOKOB Pa3BUTHS IJIOAA TI0 pe3yasratam Y3U B mep-
BOM TpHMECTpE OEPEMEHHOCTH. ITO 000CHOBAHO TEM
(axTom, 4TO pOKJCHUE B CEMbE peOCHKA C XPOMOCOM-
HOH MaToJIOTMEN WM HOCHUTEJIbCTBO CEMEMHOW Xpo-
MOCOMHOI aHOMAJIMH SIBISAETCS TOCTaTOYHBIM TOKa-
3aHHAEM JJIS IIPOBEJEHUS MPEHATaIbHONW WHBA3UBHOU
JMarHOCTUKH, a METOJbl HEMHBA3UBHOTO HCCIIEIOBA-
HUSI TUTO/A B IAaHHOM CITydae He SBJIAIOTCS JOCTaTOYHO
uHdopmaruBHbIMH. B cpoke 15 Hemens u 3 mHeii Oe-
PEMEHHOCTH >KEHILMHE POBE/IeHa acIIUpalysi BOPCUH
XOPHOHA, BCE MAHUITYJIALUH C OUOJIOTUUECKHUMHU 00-
pasuamHu IPOBOIIIKCEH COINIACHO paHee OMyOIMKOBaH-
HBIM pekoMeHaaIusM [ 1]. Y miona ObUT BRISBIICH aHO-
ManbHBIA Kapuotun 46,XY,del(6)(q24)pat (puc. 3).
Pe3ynbratel  IIMTOT€HETHYECKOTO  HCCIIEOBAHUS
OBLTH JOBEJCHBI IO CBEICHHST 00CIIeyeMOil BpauoM-
TEHETUKOM, TIOCIIE Yero >KCHIIMHOH ObLIO MpPUHATO
pelieHne o npeprIBaHuH OEpPEMEHHOCTH.
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Puc. 3. Kapuorun n abeppaHTHast XpOMOCOMa, BBISIBJICHHASI B XO/IE
MpEeHATaIbHOM IMTOT€HeTHIECKOH AUATHOCTUKH Y TUIOZA
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B cootBeTcTBHM CO CilyyailHBIM MPUHLMIIOM Ce-
rperamy XpoMOCOM IIPH raMeTOreHe3€e BEPOSITHOCTD
YHACJIeAOBaTh IUIOJOM OTLOBCKYIO aHOMAJIBHYIO
XpOMOCOMY B KaXKIOM M3 MOCJIEOYIOUIMX 3a4aThid
cocrasisieT 50 %. [Tostomy mocnenyromnie Oepemen-
HOCTH B JJTaHHOHM CeMbE TaKXKe JOJKHBI MPOTEKATh
MOJ] TPUCTAJIbHBIM BHUMAHHEM Bpayei-IreHETHKOB
U CONIPOBOXKIATHCS] MHBA3UBHOW PEHATAIbHON J1ar-
HOCTUKOM YaCTUYHOU MOHOCOMUU 6.

Cratbs npefcrtasneHa B. C. bapaHoBbiMm,
®OroHY «HUW AruP um. . O. OTTa»,
CaHkT-lMeTepbypr
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