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Pestome. B cmamve npugedeno onucaumue KIUHUYECKO20 CAYYds NPEHAMAnbHOU
ouazHocmuky — mpucomuu  xpomocomvr 9 npu  cunopome  Dandy-Walker.  Ilpu
VIbMPA38YKOBOM UCCAE008aHUU Y N100a Ovin evisenen nopok Dandy-Walker; 6 xoode
NPEHAmMAaIbHO20 KAPUOMUNUPOBAHUS YCIMAHOBNIEHA DEOKAsl XPOMOCOMHasa anomanus - 47XX
(+9). Ilpu namonocoaHamomuueckom uccied08aHul NPeHaAmalbHblll OUdAcHO3 Obll

HOOMBEPIHCOEH.

Knrwueswvie cnosa: mpucomus xpomocomvt 9, Dandy-Walker — cunopom, npenamanvroe

Kapuomunuposarue.

Cunnpom Dandy-Walker — mopok passutust [ITHC, mpu koTopom oOHapyXHBaeTcCs
PE3KOE YBEIMUEHUE YETBEPTOIO JKENYyAOUKA M3-3a MPEMSTCTBUSA OTTOKY JIMKBOPA B CBSI3H C
aTpe3uell IEHTPaJbHOrOo OTBepcTUss MoxkaHau u  OOKOBbIX oTBepcTui Jlyiika,
CBSI3BIBAIOLIMX JITOT JKEIyIOYEK C CyOapaxHOMJAIbHBIM MPOCTPAHCTBOM. BOJBIIMHCTBO
CJIy4aeB CHHJPOMA COIPOBOYKIAETCS YACTUYHON MJIM ITOJIHOM aIuIa3uel 4epBsi MO3KeUKa,
YTO IMO3BOJIIET TOBOPUTH O JUArHOCTHUYECKOW TpUaZe MOPQPOJOrHUECKUX MPU3HAKOB
JAHHOT'O BPOKIAEHHOTO IOPOKA PA3BUTHS:

- KMCTO3HO€ PACHIMPEHUE YETBEPTOIO KEITYJOUKA;
- BHYTpEHHsIsI Tuaporedanus;

- adHOMaJIus MO3XKCYKa.

CymiecTByeT MHEHME, YTO IIEPBBIM 3BEHOM IIPH 3TOM IIOPOKE SBISETCS aHOMAJIUS
pa3BUTHSI MO3KEUKA, KaK Pe3yJIbTaT 04aroBoi am3paduu HEPBHOM TpyOKH B paHHEM

amOpuorenese [5].

[Ipu cKaHMPOBAHUM CTPYKTYp FOJIOBHOTO MO3ra B CaruTTajJbHOM, (PPOHTAIBHON U
TOPU30HTAIBHOW IUIOCKOCTSX B MPOCKUUM 3aJHEH YEPEIHOM SIMKUA OIPEIEIISIETCS
9XOHETraTUBHOE KUCTO3HOE OOpa30BAHHE, COCAUHSIONIEECS C YETBEPTBHIM IKEITyI0UYKOM.
YepBb MO3KEUKA HE JIOLMPYETCA MOJHOCTBIO JMOO 4YacTHUYHO (B 3aBUCUMOCTH OT
dbopMbl opoka). MokeT HaOMIOAAThCS pacHIMpeHrue OOKOBOTO U TPETHETrO KEIy0uKa
[5,6]. IlaTonoruto cienyet nuddepeHupoBaTh ¢ apaXHOUAAIHLHON KUCTOU, CEMEHHON

areHe3uel 4epBs MOKeUKa. [2].



Otunosiorus nopoka rereporeHHa. Cpeau BO3MOXKHBIX MPUYUH €r0 BO3HUKHOBEHUS
OOJIBIIMHCTBO ucclieioBaTenei Ha3bIBAIOT TEpAaTOT€HHOE BO3/ICIICTBUE
HEOIaronpusITHHIX (PAKTOPOB B PAHHUE CPOKU OEPEMEHHOCTH U BO3MOXHYIO T€HETUYECKYIO
NPEeApacoioKEeHHOCTb. ['pynna pucka Mo pa3BUTHIO CHHApPOMA - 3TO OepeMEeHHbIE
cTapiiei BO3PACTHOM Tpymmbl, OOJIbHbIE C AHAJIOTMYHOM NATOJOTHEW WIM JPYyTUMU
MOpOKaMU pa3BUTUSL B aHamHe3e [3, 5] YacTtoTa XpOMOCOMHOW aHOMaluu B Cilydasx
cunapoma kosebnercs ot 29 mo 55%, a crekTp M3MEHEHW, B OCHOBHOM, NPECTaBICH
rpyObIMU abeppaiisMu, BKIOYas (CUHIpOMBI DaBapjica, a Takxke [latay, Tpucomuu
0 JUIMHHOMY IJIedy XpOMOCOMBI 17, TpUILiOMIuu, TyIUIMKauuu, neneuuu) [7,8,9].
Kpome Ttoro, cungpom Dendy-Walker ommcan u mpu Oomee uyem 70 cuHApoMax
MHO>KECTBEHHBIX BPOXKJIEHHBIX IMOPOKOB Pa3BUTHS, BKJIIOYAas ayTOCOMHO-PELUCHUBHBIC
curnpomel Yokepa-BapOypra, Mekkens-I'pybGepa [1, 10], a Taxke mnpu cuHApOoME

Koddena-Cupuca [5].

AHanu3 UUTOJIOTUYECKUX BapUAHTOB B MO3aWuHOU (hopme cuHApOMa TpuUcoMuu 9,
OpyU KOTOPBIX Tak >ke omnucbiBaercs mopok Dendy-Walker, noxassiBaeT, 4TO
MPOUCXO0XKAEHHUE €r0 BO3MOXKHO CBSI3aHO C TpUCOMUEN TO cermeHTy 9q 22-9q 33 [1].

Jletn ¢ peryjaspHONM TpPUCOMHEH XPOMOCOMBI 9 PpOXKIAIOTCS C BbIpaKEHHOMU
IPEHATAIbHOW TMIOIIIa3uel. XapaKTepHbl IMPOKKUE BBl U POAHUYKH, KOPOTKHE IJIa3HbIE
menan, dYHo(pTanabM, KPYIMHBIA HOC C OKPYTJIBIM KOHYUKOM, MUKPOPETPOTHATHS, HU3KO
IIOCAKEHHBIE JIUCIUIACTUYHBIE YIIHBIE PAKOBHHBL. B OJHOM TpeTH CilydaeB BCTPEYAECTCS
pacuienuHa ry0osl wid HEOA. YacTo y HUX BCTPEUAIOTCS aHOMAJIUM OTMOPHO-IBUTaTeIbHOM
cucteMbl. bosee yem y mosioBUHbI OOJIBHBIX KOHCTATUPYIOT MOPOKHU FOJIOBHOTO MO3ra, B TOM
gucne cuuapoMm Dendy-Walker. Tsoxénble NOpPOKM pa3BUTHE TOJOBHOIO MO3ra U
BHYTPEHHUX OPraHOB OMNPEACTSIOT HEOJAronpUATHBIM BUTAJILHBIM MPOTHO3: BCE JIETU C
MIOJTHOM TPHUCOMHMEH Mo 9-i XpoMocoMe MOrubaroT B IMEPBBIE JHU KU3HU; HAWOOJbIIAs
MPOJOJKUATEIIBHOCTD KU3HU NP TPUCOMHUM 9-i1 XpOMOCOMBI OKOJIO 3,5 — 4 MecsieB |2,

3.4].

Bnepseie cunapom tprcomun XxpoMocomsel 9 onmcad B 1970 rogy. B ocHOBe 3THOMIOrMA

JCKUT HEPACXOXKJICHHE XPOMOCOM Ha paHHUX CTaauax OJacTysbl, KPOME PEIKHX



cllyyaeB MyTaliii de novo B rameroreHese. LluroreHeTnuecku OTMeUeHbI MONHbBIE (POPMBI

TpucomMuu U Mo3auku (50%). MyTtanuu de novo coctaBisitoT 1/3 Bcex ONMMCaHHBIX CITy4YacB
[4].
[TpuBoauM Haire KiMHHYECKoe HaOmoaeHue. bombHas 3., 43 ner, Oblla HampaBjIeHA B

KpacHosipckuii  kpaeBoW  KOHCYJIbTaTUBHO-IMArHOCTHUECKUNW UEHTP MEAMIIMHCKON

TEHETHKH C ITOJO03PEHUEM Ha IIOPOK Pa3BUTHS LEHTPATIbHOU HEPBHOU CUCTEMBI.

bepemenHnocts necstas. JIBe nmepBble OEpEeMEHHOCTH 3aKOHUMIIUCHh MEAULMHCKUMHU
aboptamu. Ilocienyroiye — caMOPOU3BOJILHBIMU BBIKUJIBIINIAMUA B CpOKU 12-22 Henenb.
Hacrosmass OepeMeHHOCTb JKelaHHas, IulaHoBas. bpak mnepBbiii. Myxy 45 ner.
['eneanornyeckuii anamMHe3 He OTArOIIEH. MccnenoBanre SMOPUOHAIBHBIX OEJIKOB B CPOK

14-20 Henenb OEPEMEHHOCTH HE TTPOBOAMIIOCH.

VYbTpa3BykoBOoe CkaHupoBaHHE ocyliecTBisUM Ha anmapare AU-4 IDEA (Uramust) c
Hcnoab3oBaHueM JaryukoB 3,5 wum 7,5 MIlu. IluroreHerndeckoe wuccieI0BaHUE
npousBoamiioch Ha Oa3ze LlenTpa ¢ ucnombzoBanueM peaktuBoB «Difco», «Sigmay, ¢

npuMeHeHneM MeToaa quddepeHuuanbHoro okpamuBanus xpomocoM: (G u C —okpacka).

[Ipu mpoBeneHMM YIBTPA3BYKOBOTO HCCIIEAOBAHUS OOHAPYXKEH OJMH KUBOW IUIOA B
rojoBHoM nmpemiexanun. [lokazarenun ¢eToMeTpun COOTBETCTBOBAIM 26 HEACNSIM
O0epeMeHHOCTH (MMENI0 MECTO OTCTaBaHHE OT MPEATNOJIaraeMoro Cpoka OEpEeMEHHOCTH).
O6pamano Ha ceOst BHUMaHHUE paclIupeHre 3aJHUX pOroB OOKOBBIX JKEITYJOUKOB 10 12
MM, KHCTO3HOE 00pa30BaHUE B 3a/JIHEH YEPEIHOM SMKE, TUIOIUIa3Usl MO3KEUKA U arlia3ust

ero uepss (puc. 1).

IInamenTa pacmoJjiarajach MO 3aJHEH CTEHKE MAaTKH; KOJUYECTBO OKOJIOIUIOAHBIX
BOJ ObUIO HOpMaJIbHBIM. B mymoBuHe ompeaensioch Tpu cocyna. Kakux nubo apyrux
aHOMAJIUM B pa3BUTHUU IJI0JA MPU YITPA3BYKOBOM HCCIIEIOBAHUUA OOHAPYKEHO HE OBLIO.
C yyéroM HaIW4Usg BPOXKICHHOTO ITIOPOKa pa3BUTHSA OOJBLHOW OBLI TPOBEIEH
KOPJIOLIEHTE3 C IIEJIbI0 MPEeHATalr 40r0 KapuoTunupoBaHus. [logydeH HUTOreHEeTUYECKUn
pesyabTat: 47 XX (+9), uto B KoMIuiekce ¢ JaHHbIMU Y3C CBUACTEIBCTBYET O CUHAPOME

Dandy-Walker. Xenmmnaa Obina wuHpOpMUpOBaHA O XapakTepe MOpPaKEHUS IUIOAA,



BO3MOKHBIX HCXOJIaX OEpEeMEHHOCTH, MPOTHO3€ I JKU3HH U 3J0POBBS OYIyIIETO

pe6énka. CeMbsi pUHSJIA PEIICHUS IPEPBATH IaHHYI0 OEPEMEHHOCTb.

[TaTonoroaHaToMMYeCKOe HCCIIEAOBaHUE IUIOAA C BepU(HUKAIMed auarHoza ObuIO
BBIIIOJIHEHO B MPUCYTCTBUU Bpaya reHeruka. [lmop »xeHckoro moja, maccoit 750 rp.
OTmeuanoch BBIp@AXKEHHOE MpeoOiajaHue MO3FOBOTO 4Yepemna Haja  JIMIEBBIM,
TUIEPTENOPHU3M, KPYIHBIA HOC € IIUPOKOW CIMHKOM, peTporHarus. Co cTOpOHBI yepena -
JUACTO3 MKy JJOOHBIMU KOCTSIMH 1 CM, CYKHBAIOIIUICSA K HOCOBOM YacTh. YacTh CTEHOK
OOKOBBIX JKENyJI0YKOB aTpodupoBaHa, YETBEPTHIN Kellyaodyek paciupeH. Mmena mecro

THUIIOINIA3KUA MO3KCUKA U arljia3svAa €ro 4CpBA.

g | Co cCTOpOHBI BHYTPEHHHUX OPIaHOB
BBISIBJICHO  HENPaBUJIBLHOE  JICJICHHE
JETKUX Ha J0Jdu (HEMOJIHOE JEeJICHHE
HUKHUX hi () (S)7 JETKUX Ha

JOITIOJTHUTCIIBbHBIC I[OJ'II/I).

——Tea/ies
POCH, RAion.] [ CAROTY] [ OBSTET) [ CARDIA| [ REPORT) [§_REFORT)

Puc. 1. Oxoepamma nrooa.
I'ecmayuonnwiii 6ospacm — 26 neo. Ckanuposanue cmpyKkmyp 20108H020 MO32d 8
20pU30HMAaNbHOU npoexkyuu. Ilokazana anomanus pazeumus MO3XiCeyKa.: cUNONIasus,

pazobueHue a0ep, aniazus Yepes.



Taxum 06pazom, BHYTpuyTpoOHast AuarHocTrka cuaapoma Dandy-Walker we
BBI3BIBAET 3aTPYAHEHUM, IPU MPOBEACHUH JIETAILHOTO UCCIICOBAHUS CTPYKTYP
TOJIOBHOT'O MO3ra npH Y 3 ucciieqoBanuu Bo 11 Tpumectpe 6epeMeHHOCTH.
[IprMeHeHue ke MPEHATANIBHOI0 KapUOTUITUPOBaHMs (Ha OCHOBE Y3 MapKEpOB
XPOMOCOMHAs1 aHOMAJIWs1) — MO3BOJISIET BBISICHUTD ATHOJIOTHIO TTOPOKA U YTOUHUTD
TeHEeTUYCCKU TUarHo3. YuuTeiBas, uto cuaapomM Dandy-Walker B psize cirydaen
COYETAeTCs C KOJIMYECTBEHHBIMU aHOMAJIUSIMUA XpOMOCOM: Tpucomusimu 13, 18,21 u 9
Xp., TO, HApsAAy ¢ Y3-ucciieloBaHUEM, IPU JAHHOW MaTOJIOrMU IpeHaTaIbHOE
KapUOTUITUPOBAHHUE SBIISICTCS a0COMIOTHRIM TIOKa3aHHeM. MIHTepec onmucanHoro
HaMu ciydas MpeHaTalbHOW JUArHOCTUKUA XPOMOCOMHON aHOMAJIUH (TPUCOMUU
xpoMmocoMel 9) npu cunapome Dandy-Walker coctouT B TOM, 4TO npoBeieHNE
MPEHATAIBbHOTO KApUOTUIIMPOBAHUS, TO3BOIMIIO IUATHOCTUPOBATH IOCTATOUHO PEIKO

BCTpCHAOIICCCA XPOMOCOMHOC 3a00JICBaHNKE.

THE CASE OFPRENATAL DIAGNOSTICS OF RARE CHROMOSOMAL
DEFECT WITH DANDY-WALKER SYNDROME

T.Y. Elizaryieva, E.N. Porozova
Krasnoyarsk state medical academy, Intraregional centre of medical genetics

Prenatal diagnostics of Dandy-walker syndrome is not difficult with ultra-sound
examination of brain of a fetus in detail. The employment of invasive method of prenatal

diagnostics gave us an opportunity to find rare chromosomal anomaly — trisomy 9.
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