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PEDEPAT

MpencraBneHo kKNMHUYeckoe HabnaeHne NauneHTKU ¢ MHOXeCTBEHHbIMU nopokamu pa3sutusa — VACTERL accounauumn
(OMIM 192350): V (HapyweHue cermeHTauum Th 4-12 n pebep, BPOXAEHHbI KMPOCKONMO3 NO3BOHOYHMKA, MrMOPOMUENNS,
KucTa konyumka), C (aekctpakapams), T (TpaxeonuieBoaHbil ceumw), E (atpesns nuwesoaa), R (rmapoHedpos nepekpecTHO
aucTonupoBaHHoW npaeoi noyvku, NMP 1V), L (BapycHas aedopmMaumsa HUXHUX KoHevHocTel). O6cyxaatoTcs AnarHocTumka,
onddepeHumanbHas gnarHocTmka 1 Tepanms.

KnioueBble cnoBa: VATER accouuvauns, VACTERL accounaums, BpOXAEHHbIE OeDEKTbI MOYEBBLIAENNTENBHON CUCTEMBI,
MHOXECTBEHHbIE MOPOKN PA3BUTUS.

ABSTRACT

Clinical observation of patient with multiple malformations — VACTERL association (OMIM 192350) is presented: V (segmenta-
tion disturbance of Th 4-12 and ribs, congenital vertebral kyphoscoliosis, gidromiyeliya, coccyx cyst), C (dextrocardia), T (tra-
cheoesophagial fistula), E (esophagus atresia), R (hydronephrosis of right cross-misplaced kidney, two-dimensional dystopia
of a right kidney, vesicoureteral reflux IV), L (varus deformation of the lower extremities). Diagnostics, differential diagnostics

and therapy are discussed.

Key words: VATER association, VACTERL association, congenital defects of urinary system, multiple malformations.

BBEOEHUE

VATER /VACTERL acconmarusi xapakrepusy-
€TCSl MHOXKECTBEHHBIMU BPOKICHHBIMU IOPOKAMHU
pa3BuTHA: Ie(PEKTHl NO3BOHOUYHUKA M KOHEUHOCTEH,
aTpesus 3aJHEro mpoxoja, MOPOKH cepAaua, Tpa-
xeod330¢araibHble QUCTYIBI, aTpe3us MULIEBOAA,
IUCIUIA3Us, YABOCHHE, THIOIIa3us, ruiponedpos,
ypeTeporuaponedpos, TUBEPTUKYIL, aTpe3usi, CTEHO3
MOYETOYHHKA, PEQUIIOKC, areHe3usl MOYKH, SKTOIHS
IIOYKH, [TOAKOBOOOpa3Hasi OUKa/ aria3usi paguaibHbIX
KOCTeM, 1edeKThl KoHeyHocTeH [1-5].

Bnepsrsie Tepmun VACTER BBenen B 1972 nok-
topoM JpBugom Cmutom u JInaaoi Ksan (Dr. David
Smith and Dr. Linda Quan) xax a60peBuarypa st
0003HauEHHUsI MHOXKECTBEHHBIX BPOXKICHHBIX Je(eK-
TOB [6]:

V (Vertebral) —nedextbr mo3BoHOUHMKA U pedep;

A (Anal atresia) —arpe3us 3aJJHETO TIPOXO/IA;

T (tracheoesophageal fistula) — Tpaxeos3odareans-
HbIE (DUCTYIIBI;

E (esophageal atresia) — aTpe3us numieBoaa;

Jlepnammsumn XK.I". 194100, Canxr-IletepOypr, yir. JIutosckas, 1. 2. Kadenpa
(akynsrerckoit nemuarpun CIIBITIMY. Ten.: (812) 416-52-86. E-mail:
jannalevi@gmail.com

R (radial dysplasia and Renal) — qucrunasus sryue-
BOM KOCTHU U MOYEK.

B 1973 1. no6aBneHsl B a00peBHaTypy OyKBBI:

C (cardiac) — mopoku cepa;

L (limb anomalies) — nedeKTbl KOHEUHOCTEH.

Accommanus VACTERL BcTpedaercs ¢ 4acToTol y
16 nereit Ha 100000 HOBOPOXKICHHBIX (TIPUMEPHO OT 1
Ha 10 000 o 1: 40 000 UBOPOXKISHHBIX MJIa/ICHIIEB),
Yarie BCTpeYaeTcsl y Marepeit, CTpajatoluX ajJKorolb-
HOU (eroraTueit u caxapHbsiM nuabdetom [1, 5, 7].

B macTosimee Bpems BBIIEICHO 3 T€HETUYECKHUX
BapuaHTa cuaapoma [1, 5, 8]:

VACTERL accoruarnust ¢ tokaiu3anuei nedexra
B 2q31-q32 xpomocome, ¢ reTepOreHHON MyTalien B
HOXD13 rene, cnopagnyeckue ciyyau;

VACTERL-H accouunanust ¢ runpouedaiueci,
ayTOCOMHO-PELIECCUBHBIM WITH X-CLETIICHHBIM, TUTIOM
HacienoBauus ¢ mytanueii B FANCB rene;

VACTERL-H acconuanus ¢ rugpouedanueii ¢
nokanu3zanueit nedexra B 10g23.31.

MyTanusi B 9TUX T€HaX MOXET OBbITh CBs3aHA C
TeHETHUYECKUM HaclieloBaHneM jedekra rena jamdo
MyTanusiMu de novo, BOSHUKIINMH MOJT ICUCTBHUEM Te-
paroreHHbIX (HaKTOpOB pa3nuuHOK dTHONOTHH [9,10].
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JedexTbl Mo3BOHOYHHKA U pedep MpeiCTaBICHbI:
TUIOIUIa31el MO3BOHKOB, HEJJOPa3BUTHEM OJIHOM IT0-
JIOBHHBI [T03BOHKA, OTCYTCTBHEM pedpa, 1OMOIHUTEIb-
HBIM peOpoM, cpalleHneM Mo3BOHKOB 1 pedep [1,5].

HedexTsl KoHeUHOCTEH: runomnasus | nangpna
WM Jy4eBOW KOCTHU, MONUIAKTHINSA U CHUHIAKTHINA
[1,5,10].

[Toueunsie HapymeHus npossistoTes y 50% nereit
B BUJI€ AMCIUIA3UH, YIIBOCHUSI, ypeTeporuiponedposa,
My3BIPHO-MOYETOYHHKOBOTO pedIIroKca, SKTOIHH,
MOAKOBOOOPA3HOM MOYKH, areHe3UH IMOYKH, aTpe3nH,
CTEeHO3a MouYeTouHHuKa [1, 5].

[To pesynbraram HaONOJeHUN y neTei ¢ IBY-
CTOPOHHUMH JIe()eKTaMH KOHEUHOCTEH OTMEYaroTcs
MOoYeyHble HapyLICHUs1 ¢ 00eUX CTOPOH, Yy JIeTel
nedekTaMu KOHEYHOCTEH Ha OZHOW CTOPOHE, Kak
[IpaBUJIO, UMEIOTCS peHallbHbIE HApyILIEHHUs Ha TON
e ctopone [1, 5].

Bpoxnennslie mopoku cepaua Berpevarores y 75%
nereii ¢ VACTERL accouunanumeii. Hanbosee yacto
Betpeuatores JAMOKIL, JIMIIIIL, terpana ®anno. Menee
pacrpocTpaHeHbl AeKCTpaKapAus, TPAHCIIO3ULUS CO-
CyZ10B. ATpe3us NUILEBO/IA C TPAXEOMHUIIIEBOTHBIM CBH-
oM ormeuaercs y 70% aereil. AHanbHas qUCTIIA3Us
WM aTpe3us aHyca otmedaercs y 55% nereit. /luarnos
VACTERL accounaryu ctaBuTCs NpH HAJIMYUAU XOTS
ObI 3 U3 BhINIEIEPEYUCIICHHBIX fAedekToB [1-5].

KJIMHUYECKOE HABJIIOAEHUE
B cBs3u ¢ OTCYyTCTBUEM B OTEYECTBEHHOH Ieua-

Tpuyeckoit Hedponoruu onucanuss VACTERL acco-
OUAUU TPEICTaBIsieM KIMHUYECKOe HaONI0eHHe
nesouku L. (11.05.2005 r.).

B Bo3pacTte 4 rona 9 Mmec nocTynuiia B cTalrioHap ¢
o0ocTpeHrneM XpoHrdeckoro nuenoHedpura. Kaaoosr
Ha 00JIH B )KUBOTE, IMOSCHUYHON 001acTH, 00JIE3HEH-
HO€ MOYEHCIyCKaHUE, MOBBIIIEHUE TeMIIepaTyphl
Tena, HeJlepyKaHUue MOYH U Kala.

W3 anamHe3a )KU3HU BBISICHEHO, 4TO pedeHok oT 11
oepemennoct, 11 ponos. bepemMeHHOCTh MpoTekana
Ha (oHe aHemuu, Tokcuko3a, OPBU B | monoBune
0epeMeHHOCTH, yrpo3a npepbiBanus Ha 24-, 32-, 36-ii
Heaensax. Ponel cpounsie Ha 40-i Henene, pogopaspe-
LIeHHEe MyTeM KecapeBoro ceueHus. Poauiace ¢ mac-
coii Tena 2180 1, muinHoM Tena 48 cM. [lpu poxkaennn
KOHCTaTHPOBaHbl MHOYKECTBEHHBIE TIOPOKH Pa3BUTHS:
JIEKCTpaKapIusl, aTpe3usi MUIIEeBoa U HI)KHUM Tpaxeo-
MUILIEBOIHBIN CBUIL (B TIEPBbIE CYTKHU KU3HU JIEBOYKA
OIepUpOBaHa 10 MOBOY aTPE3UH MHUIIEBOA — HAJIO-
JKEH MpPSMOM aHAaCcTOMO3 IMHIEBOAA, JTUKBHINPOBAH
HIDKHUH TPaxeoNuIeBOIHBIN CBUILL), TOPOK PA3BUTHUS
MO3BOHOYHMKA (HapyuieHue cermeHtauuu Th 4-12)
u pebep, BpoXkKACHHAS TpaxeoMassiuus. Y JEBOYKH
B Bo3pacTe 1 Mec TuarHocTHpoBaHa MHEBMOHHA, B 4
MEC OCTPBIN 0OCTPYKTHBHBIN OPOHXUT, B 8 Mec ycTa-
HOBJICHBI ITHEJIOHEPPUT, AHOMAJIHSI PA3BUTHUS MOYEK:
ypeTreporuipoHedpo3 MepeKpecTHO AUCTONUPOBAH-
HOH mpaBoil mouku. OTMEUEHBbl YacThle PELHIUBBI
nueaoHeppuTa U 00CTPYKTUBHOTO OPOHXHTA /10 4 JIET,
OTKPBITOE OBaJIbHOE OKHO J10 1 roga 3 mec.

OO

/

/ w

.| a) cunzpom Mapdana

O b) anupuaus
D C) JaJBTOHU3M

Puc. 1. ®parmeHT pogocnosHoii cembu L. M. (11.05.2005 ).
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a b

Cc

Puc. 2. 9kckpeTopHasa yporpadus, uuctorpadus: a, b — ypeteporngpoHedpos nepekpecTHO AUCTONMMPOBAHHOM NPaBO NOYKK, C —

MMP 1V, runopednekTopHbIi MOYEBOM My3bIPb.

a

Puc.3.a- O630pHa'r'| pPeHTreHorpaMma OpraHoB rpPyAHON NOOCTUN — CPEeAOCTEHME CMELLLEHO 3a CHET MOBOPOTA, MPaBOPAaCMOSIOKEHHOE
ceppLe — fekcTpanosuumsa cepaua, pasmepsl cepaua He M3MeEHEHbI; b — peHTreHorpaMmma KOCTHO-CYCTaBHOM CUCTEMbI: BPOXAEHHbIN
CKOJINO3 rPYAHOr0, NOSICHUYHOI O OTAEN0B, OCTATO4HbIN I'IO,D,BbIBVIXTaSOGeJJ.peHHOI'O CyCTaBa, cnabocTb MeamanbHow noaaepXusaioLLen

CBA3KW, NepeKoc Ta3a Ha 12 Mm, NMOPOK pPa3BnTA NOACHNYHO-KPECTLOBOIo otaena, Kon4nMkoBble MO3BOHKU OTCYTCTBYIOT.

I'eneamorndeckuii METON UCCIENOBAHUS CEMBHU
JI€BOYKHU BBISIBUJI Y POICTBEHHUKOB IpoOaHa 1o OT-
LIOBCKOH JINHUM JaJbTOHU3M, aHUPUIHIO, CHHIPOM
Mapdana (puc. 1).

B Bo3pacte 2 neT geBoYKa rOCIMTAIN3UPOBAHA
B otaenenne yponoruu knuauku CIIGITIMY. Ilpu
00cCITeTOBaHNT OTMEUEHa 3aIepkKKa (PU3NIECKOTO TICH-
XOMOTOPHOTO Pa3BUTHs. Y IEBOYKU HUMIIEPATHUBHbIC

MO3bIBBI K MOUCHCITYCKAHUIO, CyXH€ IPOMEKYTKU OT
10 muH 1HEM 110 1,5 4 B TOpU30HTAIBHOM MOJIOKEHUU.
Habnronaercs mapanokcanabHOE HEJEpKaHUE MOYH
IPU MOCTOSSHHOM HAaxXOXXICHUHM B MOYEBOM IIy3bIpe
20-30 mi moun. becrokosaT 3amopsl 10 4—5 nHEH,
kanomaszanue. [loctanosiieH karerep Posest Ha 1Ju-
TenbHbIN cpok. [Ipn Y3U BBIABIEH MOPOK pa3BHTHS
MOYEBBIIEJINTENILHON CUCTEMbl. DKCKPETOpHasl ypo-
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rpadus rokasasua ypereporuapoHedppo3 nepekpecTHo
JUCTOIMPOBAHHOMN MPaBOM MOYKH, POTALUIO JIEBON
nouku, uuctorpagus — [IMP IV, nuarnoctuposan
rUNopeIEKTOPHBIA MOYEBOW y3bIPb.

VY N1eBOYKHM JUAarHOCTHPOBAaHBl MHOKECTBEHHbIE
MIOPOKHU Pa3BUTHA: NMOPOKU Pa3BUTHS [T03BOHOYHUKA
(napymenue cermentanuu Th 4-12 u pebep; arpes3us
MHILEBOJA U HUKHHMHM TPaxeONUIEBOAHBIA CBHIIL,
BPOXKJCHHAS TpaxeoMallsILUs, ypeTeporuiIpoHedpos
[IePEKPECTHO AUCTONMPOBAaHHOM NpaBoi nmouku, [IMP
IV, runopednekropHbIii MOUEBOW My3bIPh; AEKCTpa-
Kap[usi; MHO)KECTBEHHBIE CTUTMBI AM33MOpHOreHesa,
JUCIUIa3Hs COCAUHUTEIbHON TKAHH).

Mo manubiM OKI' — HOpManbHO JeBOCcHOpPMUPO-
BaHHOE MPaBOPACIOJIOKEHHOE CepJille, CUHyCOBas
aputMmus, ykopouenue PQ. Dxokapauorpadus c
JOIIUIEPOBCKUM aHAJIM30M IoKa3zasa JeBochopMu-

PpOBaHHOE IPABOPACIIOIOKEHHOE CEPAIIE, COXPAHHYIO
COKPAaTUTEIBHYIO CITIOCOOHOCTh MUOKAP/Ia JICBOTO Ke-
JyNOYKa, MHOKECTBEHHBIC SKTOITMUECKUE MTOTIEPEUHbIC
XOPJbI B TIOJIOCTH JIEBOT'O JKETyA0UKa.

VY nmauueHTKu AUAarHOCTUPOBAHBI XPOHUYECKUE
3aropsbl, runopeduIeKcus MpsIMON KHIIKY, aHAJIbHAS
WHKOHTUHEHIUS nepenoiaHeHud. [lo ganueim MPT
Y MHOTOCJIOWHOH CIHPaIbHON KOMIBIOTEPHOU TOMO-
rpaduu rpyHOro, MOSICHUYHOT0, KPECTIIOBOTO OT/IENa
MMO3BOHOYHUKA YCTAHOBIICHBI BPOXKICHHBIN K(oCcko-
JIN03, TUIPOMUEIHS, KUCTA KOITYUKA.

B Bo3zpacte 4 net 11 mMec mamueHTKe TPOBEICHO
supockonuyeckoe gedeHue [IMP 1V crenenu cnpasa.
[TanrenTka mosyvana Kypchl aHTUOAKTepUabHOU
Teparuu, B pe3ylbTare Tepanuu HOPMAIU30BATIUCH
aHaIU3bl MOYH, 00beM Mouencyckanus 1o 40—-50 mur,
CyXHe MPOMEXYTKH yBenuuminuch oT 30 MuH 10 3 4

Puc. 4. ppurorpadusa — npoCBET NPSIMO KMLLKW PACLUVMPEH, MPOTSXKEHHOM 30HbI araHrmo3a HET, ONOPOXHEHWe 3aMeNIeHO U3 AnC-

TaJlbHbIX OTOENOB.

Puc. 5. MPT nOsiCHMYHO-KPECTLLOBOMO oTAena: aedpopmMaums Nno3BOHOUYHMKA Ha GOHE aHOMaNnKM PassBnTUS NO3BOHKOB — BPOXAEHHbIN
KNP OCKONMO3 NO3BOHOYHMKA, MMMOMNIa3ns, HapyLLeHne pa3BnTUS KpecTLa, annasusa konyuka, B 0651acTu KpecTua cieBa oT cpeaHeit
NHUK BU3yanuanpyeTtcs kucta (17x12x15Mm) — rugpomMmenusi, KucTa konymka.
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(B ropu3oHTANILHOM TIOJIOXKEeHUH 10 2,5 41). [Ipn Y3U
MOUEBOTO Iy3bIps BBIIBIEHA OCTaTOYHAast MoYa 25 MII.
CK® no ¢popmyine Schwartz 89,35 mu/mun/1,73 m2.

OcCHOBHBIE KJIMHUYECKHE XapaKTEPUCTUKH
VACTERL accounarys 1 nposiBIeHNs UX Y HALIMEHTKN
MpeACTaBICHbI B TAOIHIIE.

Hanuune y n1eBOYKM MHOKECTBEHHBIX MOPOKH
pasButus: V (mo3BoHouHbIe aHOMasmn), C (cepredHo-
cocyaucTele aHOManuu), T (TpaxeonuuieBOAHBIH
cui), E (arpesus numesona), R (anomanuu noyex),
L ( aHOManuu KOHEYHOCTEH) MO3BOJISIET YCTAHOBUTD
nuarao3 VACTERL accormarus.

OBCY>XAEHUE

Mg onncanu kinuHn4deckoe Haomronenue VACTER
accolualuu y a1eBouku 4 net 9 mec.

VACTERL / VATER accouuanusi onpezaesnsercs
HaJM4YueM 3 TIOPOKOB Pa3BUTH U 0OJIee U3 CIEIYF0-

IIMX BPOXKJICHHBIX: JMe(EKThl MO3BOHKOB, aHANIbHAS
aTpes3usi, MOPOK Ceplla, TPaXEOMUILeBOAHBINA CBUL,
aHOMaJIUs MMOYEK W KOHEUYHOCTel. B momonHeHue k
OCHOBHBIM MPOSIBICHUSIM MALMEHTHI MOTYT TaKXke
UMETb JIpyTue BpoXKJIeHHbIe aHoManuu [1, 5, 11].
YcTaHOBIEHA PTHOIOTUYECKA HEOIHOPOIHOCTD
cuHzpoma y nereil. Ha cerogHsHui 1€Hb 3THOJIO-
TUsl OmpenesieHa TOJbKO y Maloi YacTH MalKUeHTOB
M3-32 BBICOKOM CTEMEHU KIMHUYECKOW U MPUYUHHO-
CJIe/ICTBEHHOM reTepOreHHOCTH, OTMEUYEH B OCHOBHOM
CIopaJinuecKuil Xxapakrep paccrpoiictsa [1-5].
[larorenes paccMarpuBaroT Kak ae(eKT pa3sBUTHUS
ME30JICpPMBI BO BpeMsi SMOPHOTeHE3a BCIICICTBUE TIPH-
YUH, BEAYIIUX K MHOKECTBEHHBIM TIOPOKAaM Pa3BUTH
[1,2,4,5,8]. CVACTERL/VATER acconwuanueii onu-
CaHbl KIIMHHYECKHUE HAOMIONCHHS TaeHToB [ 1-17].
M.J. Khoury u coas. (1983) uccienosanu B3anmoc-
Bs13b 6 KoMnoHeHTOB accormanuun VACTERL. 13 stux

Tabnvua

Knunnyeckue nposasnenusa VACTERL accounauum no gaHHbIM iMTEepaTypbl
U KJIMHUYEeCKOoro HabniogeHusa

XapakTepucTtumka VACTERL accoumauus

KnuHuyeckun cnyyan

HacnenosaHue EnvHuYHbIE cnyydan

He onpepeneHo

Poct/macca tena

3anepxxka BHyTPUYyTPOOBHOro pa3BuTuns

3anepxka pa3BuTus

[Mocne ponos neduunt pocta 1 Macchl Tena

BepemeHHOCTb Ha pOoHe aHeMusi, Tokcnkosa, OPBU
B | nonoBuHe 6epeMeHHOCTU, yrpo3a NpepbiBaHns Ha
24-, 32-, 36-i1 Hepensx, achukcua nnoaa

fonosa v wes Bonblune pogHuyKn

Mo3nHee 3akpbiTye 6ONLLLOr0 POAHUYKA

CeppeyHo-cocyancras
cuctema

JedeKkT Mexxenyno4ykoBOW Neperopoaku, Te-
Tpaga danno, TpaHCNO3NLUMS MarucTpasnbHbIX
apTepuii, OTKPbITbI apTepuanbHbli IPOTOK

JekcTpakapansi, MHOXXECTBEHHbIE SKTOMUYECKMNE MO~
nepeyHble Xxopabl

PecnupatopHbii ATpesus xoaH,

CTeHO3a roptaHu, Tpaxenomanauna

BpO)KJJ,eHHaﬂ Tpaxeomanauna

IpyoHas knetka AHomanusi pebep, rpyauHb

HapylueHve cermeHTaumm pebep

Kenynoo4Ho-KuLEeYHbIr
aHanbHbIN aTpesuns

TpaxeonuieBOAHbIV CBULLL, aTpe3uns NULLEeBoaa,

ATpe3uns nuLLeBoda N HUXKHUIN TPaxeonuLeBOHbIN
cBULL,

[Monosas cuctema 'vnocnagumn

MoueBbloenuTensHas cu-
cTema: no4yku, MO4eToY-
HWKWN, MOY€EBOI NMy3bIpb

Tonus, NMMVIP

Annasus, gucnnasum noyek, rmgpoHedpos, ak-

YpetepornapoHedpoa npaBor NOYKKU, NepekpecTHas
ancronus npasoi novku, NMMP IV, runopednekTopHbIn
MOYEBOV Ny3bipb

CkeneTHble aHOManmm

[M03BOHOYHbBIE @aHOManNUM, CKONNO3, paavanbHasa
annas3vnun, paguasnibHas rmnoniasud, J'Iy‘-IeJ'IOKTeBOVI
CMHOCTOS3, NONNOaKTUNINA, CUHOAKTUINA

Hapywenune cermenTauum Th IV-XII n pebep, Bpox-
OEeHHbIN KNDOCKONNO3 NO3BOHOYHMKA, TMOPOMUENNS,
annasunsg Kon4mka, Kucta Konyiunka, yMepeHHas Bapyc-
Has aedopmMaLmsa HUXXHUX KOHEYHOCTEN

LHC

OHuedanouene

3anepxka NCUXOMOTOPHOr0 Pas3BUTUS

Pa3Hoe

V (NO3BOHOYHbLIE @aHOMaNNK),

A (aHanbHbIV aTpesuns),

C (cepaeyHO-coCcyancTbie aHoManum),

T (TpaxeonuLLEBOOHbIV CBULLL),

E (aTpesus nuwesona),

R (noyek aHomanuun),

L (Preaxial aHomannu KkoHe4YHOCTEN),
JlynarHocTtunka nponsBoanTCS, ECNN NPUCYTCTBYIOT
3-7 nedekToB.

Y HEKOTOPbIX MALMEHTOB (ONMCaHbI B TMTEpPaType)
€[HCTBEHHAs MyrnoyHas apTepus HabnogaeTcs
yaule y oetei MaTepei ¢ caxapHbiM AnabeTom

V (no3BOHOYHbIE aHOManun), C (ceppedvyHo-
cocyancTble aHomanmu), T (TpaxeonuueBoaHbIN
ceuw), E (atpesns nuwesoaa), R (noyek aHomanmn),
L (Preaxial aHomanunm koHe4HocTel). MHOXECTBEHHbIE
CTUIrMbl AN33MOproreHesa, ANCrniasns COeANHUTENb-
HO TKaHW, rmnopednekcuns NPSIMon KULLKN, aHanbHas
WHKOHTUHEHUMS NEPEnOIHEHMS

MonekynsipHas ocHoBa

MyTauus B reHe D13 (HOXD13, 142989, 0012)
naeHtnduumposaHa y 1 naymeHTa (No AaHHbIM
OMIM)
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76 ciiydaeBy 7 (5 XpOMOCOMHbBIE aHOMAJIUHU U 2 OJTHOTO
reHa paccTpoiict) u 19 npusHaHsl KuHUYECKUe de-
HOTHIIBI WJT CHHAPOMBI HEU3BeCTHOM 3THonoruu. B 50
ciryyasix ¢ VACTERL accoumanueii, nedext mexoke-
JYJOYKOBOH MEPEropoAKH sSIBIISUICS HanboJliee pactpo-
CTPaHEHHBIM CePACYHO-COCYAUCTHIM edekToM (30%)
U TIOueYHas areHe3usi HanboJiee pacrlpoCTPaHECHHOM
anomanueit (30%). Haubonee pacnpocTpaHeHHbIE
nedeKTbl KOHeUHOCTeH — TeopMaLliy ¢ YKOPOUSHHUEM
koHneyHocTel (34%) u nonuaaktuius (20%) [8].

B namem HaOIr0n€HUY Y IEBOYKH — TSDKEJIBINA TO-
POK pa3BUTHUSI MOYEBBIACIUTEIBHON CUCTEMBI: ype-
TEPOTUAPOHEPPO3 MEPEKPECTHO TUCTOIMPOBAHHOM
npaBoi mouku, [IMP VI crenenu, runopedieKTopHbIi
MOUYEBOM Iy3bIPb; CO CTOPOHBI CEPIEUHO-COCYANCTON
CUCTEMBI: IEKCTpaKap/us, MHOKECTBEHHbIE SKTOIH-
YECKHUE MONEePEeUHbIe XOP/Ibl JIEBOTO JKEJIYA0UKa; CKe-
JIETHbIE aHOMAJIUU NIPEJICTaBIEHbI TOPOKOM Pa3BUTHUSA
MM03BOHOYHMKA: Hapyuienue cermentanuu Th IV-XII
u pedep, BPOXKICHHBINH KH(OCKOINO3 TO3BOHOYHHUKA,
THJPOMHUEINHS, KUCTA KOMUHUKa. J{e(heKThl KOHEYHOCTEH
B BUJE YMEPEHHOH BapyCHOH nedopManusi HUKHUX
KOHEYHOCTEN.

M. Castori u coast. (2008) cooOumim 0 S-IeTHeM
manpurke ¢ VACTERL cunipoMoM, KOTOpBII MMeEI He-
CKOJIBKO PeOEpPHO-TI03BOHOUHBIX JIe(hEKTOB, IeKCTpaKap-
JIMI0, aCUMMETPUYHYIO JBYCTOPOHHIOIO PaJUalIbHYIO
THIIO / aTlIa3HIo Jy4eBOM KOCTH, OTHOCTOPOHHIOIO are-
HE3UIO MOYEK, TPAXEOMHUILEBOAHBIN CBHII] U aHAJIbHYIO
arpesuio, 1epOpMaLUIO HUKHEW KOHEUHOCTH arlIa3Hio
JHCTAIBHOTO OT/esa O0JIbIeOepIIOBOIM KOCTH, KOCOIIa-
[OCTb, HOJIMIAKTHIINIO, TEMUTUIIOIIIA31I0 KOHEUHOCTEN
[12]. M. Castori u coasr. (2008), C.E. Killoran u coasr.
(2000) mpuILIH K BEIBOLY, YTO OTHOCHTEIHLHO BBICOKAS
4acToTa aHOMAJIMH OOJIBIIEOEPIOBBIX KOCTEH y Malu-
entoB ¢ VACTERL orpaxaeT npuHIMITEI TOMOJIOTUH B
Mopdorenese [12,13].

[Ipunsto cuutars, uto accouuanus VACTERL
HOCHT cliopaanyeckuil xapakrep. ¥ 78 mpoOaHIoB
¢ VACTERL B.D. Solomon u coasr. (2010) o6napy-
KW, 910 'y 7 (9%) nereit MoxeT ObITh TeHETHYESCKAs
ocHOBa 3a0oneBanus. [ Ipy n3yueHnn poroCcIOBHBIX, B
KOTOPBIX MOAPOOHBIE TaHHbIE ceMbH 13 141 poacTBeH-
HUKa MepBOH cTeneHu poacTsa, y 4 (5,0%) BbisiBieH,
10 KpallHel Mepe, OJUH OCHOBHOM KOMIIOHEHT, 4TO
3HAYUTENIbHO BBINIE, YeM B 0Owed momymsiuuu. Y
POACTBEHHUKOB HAOMIONANHUCh NePEKTHl MO3BOHKOB
(mambonee obOmiast yepra). B.D. Solomon u coasrt.
HaOJII0a Iy MOBBIILIEHHYIO PacIpOCTPaHEHHOCTD
pa3NuYHbIX 1e()EKTOB CpeaAr POACTBEHHUKOB MEPBOI
creneHu poacta y namnuentoB ¢ VACTERL, npen-
rojarasi, YTo y HEKOTOPBIX MallMEHTOB 3a00JeBaHue
MOXKET IepelaBaThCs Mo HacaeaAcTny [1, 5].
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B nureparype ony6aukoBana padora o VATER /
VACTERL accounanmu B ceMbe, B KOTOpOH MpoOaHa
Y POACTBEHHHMK 10 MaTEPUHCKOW JIMHUN UMEJIHU YEThIpe
OCHOBHBIX jiepexra [14].

E. Bartels u coasr. (2012) cuurarot, 4TOo ceMei-
HBbIC MPOSIBJICHHE OKa3bIBAIOT T€HETUUYECKUI BKIIAJ
B Pa3BUTHE CHHIPOMA, HO PUCK 3a00JE€BaHUs CpPEH
poactBennukoB npobdanna ¢ VATER / VACTERL
accouyanueit oueHb HU3Kui [3].

B Hamem cnyvae u3ydeHue pomgoCIOBHOM CeMbU
BBISIBIJIO HAJIMYKME POACTBEHHHKOB C CHHAPOMOM
Mapdana, anupuanei, 1ansToHu3MoM. s yTouHe-
HUS TEHETHYECKOW OCHOBBI 3a00JI€BaHMS MOKA3aHO
MOJIEKYJISIPHO-TEHETHUECKOE HCCIICI0BaHNE, HO BbI-
PaKEeHHOCTh BELyIHUX 6 MPU3HAKOB: V (TI03BOHOYHBIE
anomanun), C (cepaeuHo-cOCyAuCThIe aHOMaun), T
(TpaxeonumeBoaHbIl cBul), E (arpe3us numesoaa),
R (mouek anomanun), L (Preaxial anomanuu koHed-
HOCTEH) He BbI3bIBacT coOMHeHHUs B quarnoze VATER
/ VACTERL accornuanuu y JaHHOM MalueHTKH.

Pexomennytot auddepeHmaibHbIi T1ardos mpo-
BOJMTH Mex 1y cunipoMoM Baller—Gerold, cuaapomom
CHARGE, cunapomom Currarino, ynaneanem 22q11.2
cuHapoma, anemuedt Fanconi, cunapomom Feingold,
cungpomom Fryns, MURCS accoumanueii, okymno-
aypHUKYJI0-TI03BOHOYHBIM CHHAPOMOM (oculo-auricular
vertebral syndrome), Opitz G / Cungpomom BBB,
curapomom Pallister-Hall, cuanpomom Tayne-Brocks
u VACTERL ¢ runpouedanueii [5, 15, 16].

Mpt npoBoauin AuddepeHInaIbHy 0 AMarHOCTH-
Ky ¢ cuHApoMoM Marfan, KOTOpBII XapakTepu3yeTcst
TpHAZON MPU3HAKOB (JUTMHHBIE TOHKHWE KOHEYHOCTH,
YacTO B COUYETAHUH C APYTHMHU aHOMAIIMSIMU CepLa 1
OIIOPHO-JBUTaTeNILHOTO aniiapara; yXyIIeHne 3peHust
B pe3ysbTare MOJBBIBUXA XPYCTAIUKOB; aHEBpPH3Ma
aopThl, 00bIYHO Y KOpHA aoptThl), u Ehlers—Danlos
(ToHkasi, bapxaTucTas, OueHb JITKO U Ype3MEPHO pac-
TSHKAMast KOXKa, CKBO3b KOTOPYIO ITPOCBEYMBAIOT MHO-
JKECTBEHHBIE TEJICAHTHOIKTA3UH; BBIPAKCHHBIE KOXK-
HbIE CKJIJK{, HAIOMHHAIOIINE MEILIKH, IPeHMYyIlie-
CTBEHHO B 00J1aCTH JIOKTEBBIX U KOJICHHBIX CyCTaBOB;
ype3MepHasi pAHUMOCTD KOXKH C TUNIOXUM 3aKHBaHUEM
Pa3pbIBOB U TIOCIIEAYIOUTMM (POPMUPOBAHUEM aTpodu-
YecKHX pyOIOB; KanbLU(pHUKaThl B 001acTH pyOLOB,
reMopparuyuecKuii JuaTes, Yype3MepHast oABHKHOCTB,
«pa300JITaHHOCTBY, TUIEPMOOUIBHOCTD CYCTaBOB;
¢dopmupoBanue kuo3a; 3HAUUTEITLHOE CHIKEHUE
MBILIEYHOTO TOHYCA; TOTYOOBATBI OTTEHOK CKJIEP —
NPU3HAK HETIOCTOSIHHBIN; «TPEThE BEKO» — SMHUKAHT).
OTH CHHAPOMBI HCKIIIOYSHBI B IJAHHOM Cllydae.

Jleuenne namuentoB ¢ VACTERL / VATER ac-
CoLMAaMel BKIIOYAeT XUPYPrHUECKYIO0 KOPPEKIHIO
crnenupuUecKnX BPOKICHHBIX aHOMaJUi (arpesus



ISSN 1561-6274. Hedpponorusa. 2015. Tom 19. Ne3.

aHyca, HEeKOTOPBIX TUIIOB CEPJEYHBIX MOPOKOB W/
WINM TPaxeu M MUIIEBOJa CBUIIEH) B HEOHATAJIbHOM
nepuoze, 00s3aTeNbHOE ClICIMaIN3UPOBAHHOE MEIU-
nuHckoe HabOmonenue [1, 35, 17]. Y aeBouku Ha 2-¢
CYTKU IIOCIE POXKACHUS NPOBEACHA XUPYyprudecKas
KOpPPEKLMSA aTpe3uy MUILEBOJAA, U JIMKBUAUPOBAH
TPaxeoNUIEeBOAHbIN cBUll. B omuceiBaeMOM Hamu
HaOMIOICHUH Y IEBOYKH ITPOTHO3 YXYALIAET IToYeyHast
[1aTOJIOTUSl C IIOPOKOM Pa3BUTHUS IIOYEK U MOYEBbI-
JEeNUTEIbHON cucTeMbl (ruapoHedpo3 mepekpecTHo
JUCTONMPOBaHHOI npaBoi nouku, [IMP 1V crenenn)
u xpoHnueckuM nuenonepurom, XbII I craguu.
BpoxieHHbIE IOPOKHU IIOYEK C IPOrPECCUPOBAHUEM
B XbII gacTo BcTpedaroTcs B acCOLUALUU C PEAKUMU
cunapomamu [18, 19].

CkeneTHble aHOMAJIMU C ITOPOKOM pa3BHUTHUSA I1O-
3BOHOYHUKA (HapyueHue cermentanuu Th [V-XII u
pebep, KuhoCKOIM03 MO3BOHOYHHKA, THAPOMHUCIIHS,
KHCTa KOITYMKA), BOSHUKILEE BCIEACTBUE 3TOTO Ha-
pylIeHHe MHHEPBAlMU U (YHKIUH Ta30BBIX OPraHOB
yXYZALIaI0T Ka4e€CTBO KU3HU MallUeHTKU.

SAKJTIOMEHUE

OnTuManbHast Xupypruueckas KOppeKIus MHOXKe-
CTBEHHBIX IIOPOKOB Pa3BUTHUS OLPEAECISIET MPOTHO3
nanuedToB ¢ VACTERL / VATER acconuanueii.
BpoxaeHnHas aHoMamnus MoYeKk ¥ MOYEBbIX IMyTel npu
JaHHOM cuHIpome mporpeccupyer B XbII, o0ycnas-
JIUBAsl CEPbE3HBII IPOTHO3.
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