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BpoxpeHHbIi CMHAPOM KOPOTKOM TOHKOM kuwkun (BCKTK) siBnseTcs pegknM HacnencTBeHHbIM 3aboneBaHueM C BbICOKON
netanbHOCTbIO. B gaHHOW cTaTbe BnepBble B PYCCKOS3bIYHOW NUTepaType Cooblaetcss O NeyYeHnM HOBOPOXAEHHON fAe-
BOYKN C MEHETUYECKN MOATBEPXAEHHBIM BPOXAEHHLIM CUHAPOMOM KOPOTKOW TOHKOW KULUKW, a TakxXe NpUBOAWUTCS 0630p
nuTepatypbl No aToMy cuHApoMmy. locne poxpeHus y pebeHka oTMevanacb 4actas pBoTa Xenybio C MPOrpeccupyowmm
CHWXeHMeM Macchl Tena. Ha onepauum no nosopy BPOXAEHHOrO CMaeyHoro mpouecca Mexgy netnsamMy TOHKOW KULLKK
C BbIPaXEHHbIMW HapyWeHUAMN 3BaKyaTOpHOW (DYHKLMMU BbISIBMEHO, YTO ANMHA TOHKOW KWLWKW COCTaBnsna BCEro OKorno
50 cm. [lnarHo3 MOATBEPXAEH reHeTU4eckn, nyTeM MpPsSMOro CeKBeHnpoBaHus reHa CLMP. [onoxuTenbHbIn pesynbTart
B MnocneonepaunmoHHOM nepuoge AOCTUrHYT C WUCMONb30BaHWEM MPOTOKONa MO BEdeHWI0 NauvmeHToB C CMHOPOMOM KO-
poTKOM KuWKK. B HacTosiwee Bpems Aesoyke 11 mecsues, macca Tena — 9 Kr, pasButne rapMoHuyHoe. [JonrocpoyHas
BbKMBaemocTb feteii ¢ BCKTK Tenepb BO3MOXHA, e€Cnu mapeHTepanbHOe nuTaHwe MPOBOAWMTCA Ha PaHHUX CTapusax
3aborneBaHusi, YTo CNOCOOCTBYET ajanTauuy KuWeYHMKa, C MOCMenylWwmnM npekpaleHemM napeHTepanbHOro NUTaHUs.
KnioueBble cnoBa: CuMHOPOM KOPOTKOW TOHKOW KULIKW, MapeHTepanbHoe nutaHne, cekBeHupoBaHue ak3oma, reH CLMP,
gerckasi xvpyprusi
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Congenital short bowel syndrome is a rare condition of the newborn, with several reports demonstrating high mortality.
For the first time in Russia, we report a case of treatment of a newborn girl with genetically confirmed congenital short
bowel syndrome, and also provide a review of the literature on this syndrome. After birth, the child experienced constant
vomiting of bile with a progressive decrease in body weight. The laparotomy for congenital adhesions between the loops
of the small intestine with severe violations of the evacuation function revealed that the small bowel was 50 cm in length,
confirming the diagnosis of congenital short bowel syndrome. The genetic test, using whole exome sequencing, identified
a homozygous mutation in the CLMP gene in this patient. A positive result in the postoperative period was achieved using
the protocol for the management of patients with short bowel syndrome. Currently, the girl is 11 months old, body weight
is 9 kg, development is harmonious. Long-term survival of children with congenital short bowel syndrome is now possible
if enteral feeds are introduced early to promote intestinal adaptation, with subsequent weaning off parenteral nutrition.
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B B e 1 e 1 u e. CHHIPOM KOPOTKOI TOHKOH KHIITKH
(CKTK) — matonoruyueckuii CHHIPOM, 00y CIIOBICHHBIN
YMEHBIIIEHUEM BCACBIBATEIILHOM IOBEPXHOCTH TOHKON
KHUIIIKH, 32 CYET 3HAYUTEIILHOTO YMEHBILIEHHS €€ JUTHHBI
B pe3yJIbTaTe OOLIMPHBIX PE3CKLHH, TPOSIBIISIOIINICS
MabaOcopOnmen, MaJbIUTeCTHe!, MaTbHyTPHIIHEH
U paccTpoiicTBamMu romeoctasza [1]. T'opasmo pexe
CHHJIPOM KOPOTKOW KUIIIKH OBIBAET BPOXKIEHHBIM. JTH-
OIATOreHE3 BPOXKIEHHOI'O CUHIPOMA KOPOTKOM TOHKON
kumkn (BCKTK) mnoxo mnzyuen. BCKTK sBnsiercs
TSDKEJIBIM HACJIEACTBEHHBIM 3a00JIeBaHUEM HOBOPOJK-
JEHHOTO C BBICOKMM YPOBHEM CMEPTHOCTHU [2]. DTO
00yCIIOBIICHO MaTbaOCOpPOITHEH 1 quapeeii B pesyib-
TaTe MaJIOH JUTMHBI TOHKOW KUTITKH (B cpemaeM 50 cM)
M0 CpaBHEHMIO ¢ HOpMaJbHOH AnnHON (190-280 cm)
[3, 4]. B HEKoTOpBIX ciydasix Mopa)kaeTcs U ToJCTas
kumka [5—8]. Hapymenne BcacblBaHMsI HPHUBOIUT
K OEJIKOBO-9HEpreTHYeCKOl (HyTPUTUBHOM ) HEJJ0CTa-
TouHOCTH. JledekT pa3BUTHI 00yCIIOBJICH HAPYIIICHU-
€M POTallMM KHIIEYHUKA, BCETNa MPHUCYTCTBYIOIIEH
y atux nauueHtoB. Becem 6onmbabM ¢ BCKTK Heo0-
XOZIMMO JUIMTEIbHOE MapeHTepaIbHOe MUTaHHE, KakK
MIPaBUJIO, B TEUEHHE NMEPBBIX 2 jeT xku3nu [9, 10]. On-
HAaKO, KaK U3BECTHO, TAPEHTEPAIbHOE MUTAHNE MOKET
HPUBOAUTE K TSKEIIBIM U JICTAJILHBIM OCJIOKHEHUSIM,
BKJTIOYast 3a001eBaHms iedeHu U cericuc [11]. B Hacto-
sLIee Bpems pa3padaThiBaeTCs CTUMYIISIIHS KAIIEUHOMH
aJlanTaluy Npu KopoTkoit Touko# kuike [12]. C teue-
HHEM BPEMEHH AJIMHA U a0COpOLMOHHAs CIOCOOHOCTD
TOHKOH KHILIKH YBEITMYMBAIOTCS, YTO IPUBOAUT K JIyU-
LIeMy YCBOGHHUIO MMTATEIbHBIX BeulecTB. Hecmorps
Ha 3HAYNTENbHBIE YCUIIHS 1 YCIIEXH B JICUCHUH, MHOTHE
JIETH YyMHUPAIOT OT HYTPUTHBHON HEIOCTATOYHOCTH.
Yro KacaeTcs TeHEeTHUECKUX aCIeKTOB 3a00JeBaHus,
TO HccaeaoBanus nokaszanu, uyro BCKTK wacto Ha-
OrromaeTcst Ipy POICTBEHHBIX Opakax. B mpeapiymumx
pabotax coobmanock, 4to CLMP u Filamin A (FLNA)
Y4acTBYIOT B [IaTOT€HE3€ PEIIeCCUBHOMN U X-CBS3aHHOM
¢dopmer BCKTK coorserctBenno [13—-15]. B nan-
HOW CTaThe MBI MPECTABIISAEM JTUTEPATYPHBIH 0030p
1 OTHCaHUE NEPBOTO CITyyasi BpOXKIEHHOTO CHHApOMaA
KOPOTKOM KHILIKH B PyCCKOSI3bIYHOU JuTeparype. Cu-
CTeMaTH4YeCcKuii 0030p JIUTEPaTyphl IPOBOAMIICS B CO-
OTBETCTBUHU C MEXTYHAPOAHBIMH PEKOMEHIAINIMU
PRISMA (Preferred Reporting Items for Systematic
Reviews and Meta-Analyses) [16] u Bkitouan B ce0st
3NEeKTpoHHBIE 0a3bl naHHbIX «Medline» u «Scopusy,

rne npencrasieHo 43 coyyas BCKTK.
Kaununyeckoe HaGa101eHHU e. [IeBouka ot 2-if Gepe-
MEHHOCTH (1- 3aBepIIMiIach CaMONPOU3BOJIBHBIM BBIKHIBIIIIEM
Ha 8-9-i1 Henene) OT MOJIOBIX poAMTENeH (y MaMbl — CaxapHbIN
nuabert | Thna, Ha MIHCYIMHOBOM TIOMIIE B TEYEHHE 6 JICT, KOMIICHCH-
pOBaHa I0 YPOBHIO IITIOKO3HI B TEUEHHE BCeil OepeMEHHOCTH, XPO-
HUYECKHI THeToHe(hPHUT (OTIeprupoBaHa 1o MoBOAY TuapoHedpo3a
cieBa)), oT 1-X polloB IMyTeM KecapeBa CEYCHUs B Ta30BOM IIpe/l-
nexxanuu Ha 38-i Hepene. [Ipu poxxnenun macca tena — 3600 1,
JUTMHA Tena — 52 ¢M, OKPYKHOCTB TOJIOBBI — 36 CM, TPYAHOM KIIeT-
ki — 35 oM. Ouenka o mkane Amnrap — 9 6amios. B pogmome
¢usnonornveckas norepst Beca He Oonee 10 %. Breimucana u3
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POAMIBHOTO ToMa B CTA0MIBHOM COCTOSIHUH Ha 5-¢ CYTKH KH3HU
¢ Maccoit Tena 3256 1. B Tedenune nepBbIxX 2 HeJeb )KU3HH COCTO-
SITHUE OCTaBAJIOCH CTaOMJIBHBIM, TIPHOABISIIA B BECE, CPHITUBAHHIA
He otMedaniock. C 14-X CyTOK YKH3HU MOSIBHJIACH SITH30IHYCCKHC
CPBITMBaHHUS JKETYBI0 B HEOOMBIIOM KomuecTBe. C 21-X CyTOK cTania
BO3HHKATh pBOTa (poHTaHOM (23 pasa 3a CyTKH), KOHCYJIBTUPOBAHA
reInaTpoM, Ha3HaYeHO CUMITTOMaTHyYeckoe Jiedenue. Ha 22-it nenn
y4acTHJIaCh PBOTA, MOSBUIIACH BSJIOCTh. 10 CKOpO# MeTMIIMHCKOM
TIOMOIIH JI0CTABJIEHA B IPUEMHOE OT/IEIIEHUE JIETCKOW rOpOJICKON
KIIMHUYECKOI OONBbHHIIBI: TIPOBECHO YIIBTPAa3BYKOBOE HCCIICIOBA-
uue (Y3U1) Opro1iHoii HOI0CTH — JaHHBIX 33 BPOXKICHHBIA THIIEPTPO-
(uyecKkuii MITOPOCTEHO3 HE BBIABIICHO, X0 BEPXHEOPBIKEEUHBIX
COCY/IOB IPaBIJIbHBIH, BUANMBIC IETIH KAIICYHIKA HE PACIIUPEHBI,
aKTHBHO IMEPUCTABTHPYIOT. VICKITIOUeHA OCTpasi Xupypriuyeckas
TIATOJIOT ML, TOKA3aHMs K TOCIIUTAIN3ALIN OTCYTCTBOBAJIH, PEKOMCH-
JIOBaHO aMOynatopHoe HaOronenue neauarpom. C 22-ro mo 28-i
JTHU KU3HH COCTOSIHUE 0CTaBaIOCh CTAOMIBHBIM, UCTICITUYCCKIX
SIBJICHUH HE OTMEYasoCh.

C 28-X CyTOK XHM3HU BHOBb IOSBHJIHCH OOWIbHAs PBOTA,
0eCroKOICTBa, BsUIOCTh. [OCcUTAaIM3UpOBaHa B XUPYPrHYECKOE
OTZEJICHNE APYTOH AETCKOHM TOPOACKON KIMHUYECKOW OOIBHHUIIBL.
[Ipu mocTyIuIeHHH COCTOSHUE CPEIHEH TSKECTH, THIIOTPOhUd-
Has, Bec — 3400 . )KUBOT He B3AYT, MATKHUIL, TOCTYIICH TalbITa-
ouu BO Beex otaenax. CTyin Mpu 0CMOTPE KENTO-3€ICHBIN, JKUJI-
kuit, 10 10 pa3 B cyTku. /laHHBIE KHCIOTHO-OCHOBHOI'O CTaryca:
pH 7,4, BE — 7 MMoJ1b/1, TIHOKO3a — HOPMA, TUIICPIIAKTATEMHUS
(2,9 mmonw/mm). B o0riiemM aHanmu3e KpoBU — 0€3 BOCTATHTEIBHBIX
n3MmeHeHnii. Ha pentrenorpamme OproiHoii mojgoctyu u npu Y31
JKMBOTA IATOJOTMYECKUX HM3MEHEHUi He BbIABIeHO. Ha ocHo-
BaHWUM JAaHHBIX aHaMHe3a U 00CJIeJOBaHMS MOCTABICH AUATrHO3:
«MopdodyHKIIHOHANTBHAS HE3PENOCTh KETYIOUHO-KUILICYHOTO
TpaKTa, TOCTHaTaIbHas THIOTpodus 1-2 cT.». [IpuHsaTO pemenne
00 OTMEHE TPYAHOTO BCKapMIIMBaHWs, Ha3HAYECHA aHTHPE(ITFOKC-
Hasi cMech. CpBITHBaHUS KyIIUPOBAHBL, HO TIPOIOJIKAJICS YaCThIN
JKUJIKUI CTYJ, COXPaHsUIaCh COHJIMBOCTh, HApacTaja BSUIOCTb.
B auHaMuKe KHINEYHBIA CHHAPOM YCHIIMBAJICS, HApacTaja MmoTepst
B BecCe, IMOSIBUJIACH OJIbIIIKA, HapacTajia MHTOKcHKalwus. [1o mpoch-
Oe ponuTeneit peOCHOK MEpeBecH B COMATHYECKOE OTACICHUE
HanmonansHOro MeIMIMHCKOTO HCCIIEI0BATENILCKOTO LIEHTPa 3110-
poBbs meTell B Bo3pacTe 1 Mecsna 4 qHEl B TSHKEIOM COCTOSHUM,
3a CYET IKCHUKO3a, NHTOKCHUKAIIMU M SIIEKTPOIUTHBIX HAPYIICHHUH,
TeMOKOJTITA, HEBPOJIOTUUECKON CUMITTOMATHKH. [IpH HOCTyTUIeHUH
BEITTONTHEHO Y3 opraHoB OPIONIHOM MOJOCTH (UTHHA U TOJIIHHA
MIPUBPATHHKA B ITPEeIax HOPMBI, X0/ BEPXHEOPBIKECUHBIX COCY-
JIOB ITPABUIIBHBIN ), pEHTIeHOTpadusi OPraHOB OPIOLIHOM MTOIOCTH
(IpU3HAKK YaCTHYHOMN KUIICYHON HEMPOXOJUMOCTH). Y UNTHIBAS
OTCYTCTBHE 3aCTOMHOTO OT/IENISIEMOT0 U HAJTMUKe OOMIILHOTO CTYJIa,
0CTpasi XUpypruyeckas narojaorus uckioueHa. [Iposoaunace KoH-
cepBaTHUBHAs Tepanus: SHTEepalbHas May3a B TEUYCHHE 3 CYTOK C
TIOCIIETYOLIMM ITOCTETICHHBIM PaCIUPEHUEM NEPOPATBHOTO KOPM-
nenus (pa3oBelii 00beM JoBeneH 10 60 mir). OTMeyanuch MoI0Ku-
TeNbHas TUHAMUKA, yMEpeHHas CTa0MIM3alis coCToIHU. B Bece
3a 10 mueit npubdasuna 850 1, crana ciokoitHee, aktuBHee. [locne
cTaOWIN3alKd COCTOSIHUASL M BOCCTAHOBIICHHS 3JICKTPOJUTHBIX
HapYIICHUH MPOIOIKEHO J000cIeoBaHue: GHOpOI30dharoracTpo-
CKOITHSI — IBCHAIATUTICPCTHAS U TOIAS KUIIIKKA OTCUHbIE C BBIPA-
JKEHHBIM «HAJIETOM I10 TUITy WHes» (B3sita Ouoricus). Pesynsrar
THCTOJIOTHYECKOTO HCCie0BaHus: «B COOCTBEHHOW IUIaCTHHKE
CIIM3UCTOM 000J0UKM HE3HAUUTEIbHAs JUMQOIUIa3MOLUTAPHAS
nHGuIbTpanus. O4yaroBast BAKyOJIU3alHs TOKPOBHOTO SIHUTEIUS
1 D03UHO(DHIIHSD.

Ha 12-e cyTku rociuranu3amy Ha poHe CTaOMITBHOTO COCTO-
SIHUS ¥ pACIIMPEHHS SHTEPATEHOTO KOpMIIeHUs Ooree 60 MiT oT™Me-
YEHO yXYIIICHUE COCTOSHUS — CPHITUBAHIIS HKEITIBIO0, YACTHII BOMIS-
HUCTBIN CTYJ C MPOKUIIKAMH KPOBH, OECIOKOICTBO. BhImnonHeHa
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uppurorpadus — MoI0KEHUE TOJICTON KUIIKH MPaBUIBHOE, KyTIOJT
CIIETION KHIIIKH B TIPABOH ITOAB3/IOIIHON 0OJIACTH. Y UUTHIBASI BOITHO-
oOpasHoe TeuyeHHe 3a0oJIeBaHMs, NPOBEAEHO Rg-KOHTpacTHOE
HCCIIENIOBAHNUE XKEy0YHO-KUIIIEYHOTO TPAKTa per oS — 0TMedaeTcst
OBICTPBII Maccak KOHTPACTA B TOJICTYIO KUIIKY (3a 2 4), mepepas-
JyTHIE TIETAN HETUIIMYIHO TPABOPACTIONOKEHHOH TOHKOH KHUIIKH
(puc. I). C menbro yTOUHEHHS JUAaTHO3a U B CBSI3H ¢ HeA(Y(EKTHB-
HOCTBIO KOHCEPBATHBHOI TepaIriy NPHHATO PELIEHHE BBITOJIHUTE
JIMarHOCTHYECKYO JIaapocKonuto. ITpu peBu3nn KuIieqyHnKka — Bce
neru pactmpens! 10 2,0-3,0 cM Ha BceM NPOTSHKEHHH, CIIaB-
IIUXCS TIeTeh KHUIIEYHHKA HEe Ompenensercs. MneonexanbHbIi
YTOJI ¥ 4epBe0Opa3HbIil OTPOCTOK PACIIONAralOTCs O] ICUCHBIO,
(hUKCHUPOBAHBI YMOPHOHANBEHBIMHU TSXKaMH, TIPH PEBU3UH TOHKOU
KHIIKHU TAKXKE BBISIBJICHBI SMOPHOHAJIBHBIE CTIAKH, QUKCHpYIOIITe
TOHKYIO KHUIIKY. YUHTHIBasi MepepasfyThle METIM KHIICUHHKA,
PEIICHO BBITIOTHUTH KOHBEPCHIO. BepxHecpeuHHas qamapoToMust.
Brmmonneno pasaenenne SMOpHOHATBHBIX TKEH, QUKCHPYIOITHX
TOJICTYIO U TOHKYO0 KHIIKY. KopeHs o01ieit OppuKeiiky pacrpasiicH,
IIUPHHA KOPHS TOCIe paszielieHus craek — oonee 3 cm. OOmas
JUTHHA BCEel TOHKOH KUIIKK — 0K0JI0 50 ¢M, IMeeTCs BPOKICHHBIN
CHHAPOM KOPOTKOH KuIIku (puc. 2). Ilocae nmorpykeHust neTens
KHIIEYHNKA B OPIOITHYIO ITOIOCTH BCSI TOHKAsI KUIITKA pacIojiaraer-
Csl CIIpaBa, TOJICTas! KMILIKA U MIICOLIEKaIbHBIH YroJl pacIioyaratoTces
cnesa. [TocneonepanoHHbIH IepHoz poTeKal 6e3 0cobeHHOCTeH,
MacCaX M0 KNIIEYHHKY BOCCTAHOBHIICS Ha 3-U CYTKH, SHTEPAIbHOE
KOPMJICHHE HA4aro ¢ 4-ro JHs.

YauteBass HEOOXOAUMOCTb TIPOMODKEHMS ITHKINYECKOTO
MapeHTePaILHOrO MUTAHMS 110 KU3HEHHBIM MOKa3aHUsIM (B CBSI3U
C COXpaHEHHEM KHUILIEYHOU U OEIKOBO-HYTPUTHUBHOM HEIOCTaTOu-
HOCTH, HETIOJTHOH a/IaNTalli1 KUIIIETHNKA K SHTEPaTbHON Harpyske),
C LENBI0 YMEHBIICHHUS pUCcKa MHMEKINN U YIydIIeHHs KauecTBa
JKM3HH YCTaHOBJICH KaTeTep [UTMTEILHOIO CTOSHUS THHa Broviac
4.2 Fr.

PeGeHok KOHCYNBTHPOBaH BpauoM-TeHeTHKOM. [IpoBeneno
MOJIEKYIISIPHO-TEHETHIECKOe HccleoBanne. MeTogoM MpsMo-
TO aBTOMATHYECKOTO CEKBEHHPOBAHHS HCCIETOBAHBI AK30HEI
01-07 rera CLMP, a Taxoke npuiieralomne HHTPOHHbBIE 00JIacTH.
B sk30ne 06 BbIsiBIICH HYKJI€OTHIHBIH BapuaHT c.785 786insC B
TOMO3MTOTHOM COCTOSIHUM, IPUBOJSIINI K CABUTY PAMKH CUHUTHI-
BaHus p.E262Dfs*4. HykieoTuaHbIi BapHaHT paHee HE OMHCaH.
CornacHo 6a3e manabix OMIM, mytanuu B reae CLMP onmca-
HBI y TAIMEHTOB C BPOXKJICHHBIM CHHAPOMOM KOPOTKOHM KHIIKH
(OMIM 615237), HacienyeMbIM 10 ayTOCOMHO-PELIECCUBHOMY
Tuny. Y poxuTenel mpoOaHIa BISBICH HYKICOTHAHBINA BapHaHT
2.122945445 122945446insG B rene CLMP B T€T€pO3UTOTHOM
COCTOSIHHH.

PeOeHOK BhITMCaH B CTAOWITBHOM COCTOSTHUH B BO3pacTe 3 Mecs-
1eB, Ha 39-e nocneonepaoHHbIe CyTKH, ¢ Maccol Tena 5420 r Ha
IUKINYECKOM PEKHME MapeHTepanbHOro MuTanus (MHQy3HoHHAs
Tepanus B TeUeHHE 16 ), SHTEPaTbHOM Pa30BOM KOPMIICHHH IO
75-90 mut (ipu yBeIMYECHHN 00bEMa OTMEUAETCS B3IyTHE YKUBO-
Ta M yCWICHHE CpbIrMBaHuWii). B Bo3pacte 6 MecsueB peOGeHOK
ycBauBaj BO3PACTHOH 00BEM PHTEPAIbHOIO MUTAHHS C JAOTAIMEH
MapeHTepanbHOro MUTAaHKs 3 pa3a B HEEIIO B IOMAIITHNX yCIOBH-
ax. HeoOXoqumMocTs B HH(Y3MOHHOH Tepanuy OTIajza B BO3pacTe
11 mecs1eB, BHyTPUBEHHBIH KaTeTep JUIMTEIbHOIO CTOSHUS yAAJICH.
PeGeHoK pacTeT 1 pa3BHBAETCsl COOTBETCTBEHHO BO3PACTY.

OO6cyxnaenne. BpoxneHHbli CHHIPOM KO-
pOTKOM TOHKOM KHWIIKH, BIEPBBIC OMHCAHHBIN
J. R. Hamilton et al. B 1969 . [17], siBisteTcs peakum
3a00seBaHNEM, U B aHIIIOA3BIYHON JINTEPAType CO00-
aeTCst TONMBKO 0 43 cirydasx. CorimacHO HECKOIBKIM
HUCCIIeAOBaHMUAM, IIPU ayTOIICUHM HOpPMaJIbHAsI JJIMHA
TOHKOM KHILIKH y I€TeH, U3MEPEHHAs OT CBA3KU Tpeiina

Puc. 1. Penmeenokonmpacmuoe ucciedo8anue HcenyoouHo-
KUWEUHO20 MPAKMA per 0S — ommedaemcst OblCmpblil naccaxe
KOHmpacma 6 moncmyio KuwKy (3a 2 1), nepepazoymoie nemiu

HeMUNUYHO NPASOPACNONONCEHHOU MOHKOU KUWKU
Fig. 1. X-ray contrast study of the gastrointestinal tract per os —
rapid passage of contrast into the colon (for 2 hours), sentinel
loops of atypically right-sided small intestine

Puc. 2. Unmpaonepayuonnoe pomo. Obwas onuna monkou
Kuwiky — 50 cm, HezasepuieHHbll NOBOPOM KUUEUHUKA

Fig. 2. Intraoperative photo. The total length of the small
intestine is 50 cm, with malrotation

JI0 WJICOLIEKAJIbHOTO KJIallaHa, KOPPEIUPYET C JTTHHON
Tena. B mepuos pocra, Korna JUIMHA Tella YBeInYBa-
ercs ¢ 40 no 100 cMm, TOHKAsI KUIIKA YBEIUUYUBACTCS
co (164£54) cm ((cpenHee 3HaYCHHMELCTAHAAPTHOE
oTkJI0HeHue)) 10 (425+90) cm [6]. Takum oOpazom,
CpeIHssl JUTMHA TOHKOHM KHIITKHU Y TOHOIIEHHBIX HOBO-
POXIEHHBIX COCTABIAET OKoJo 240 cM, yBETNIHBASCH
1o 430 cm B Bo3pacte 15 met [7]. Coobmiaercs, 9To
Y B3pOCIBIX CpPEeNHsS AJTWHA TOHKOM KHIIKH COCTaB-
nsetr 600 cm, a nuamazoH — ot 260 mo 800 cm [17].
Y HEIOHOILIEHHBIX JAETEN OXKujlaeMasl JJIMHA TOHKOMN
KHIITKU KOPPEIUPYET C FeCTAlMOHHBIM BO3PACTOM, OHA
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yaBauBaeTcs ¢ 28-if o 40-if Hegenn OepeMEHHOCTH
[9]. Y nonomenusix HoBopoxkAeHHBIX BCKTK MoxeT
NPOSIBIIATHCS, KOT/Ia JJIMHA TOHKOW KUIIKK COCTaBIISIET
MeHee 75 cm [18].

OTuHomnaTroreHe3 BpoykKAEHHOTO CHHPOMa KOPOTKO
TOHKOM KHIIKH IUIOXO0 U3y4eH. Bo Bpemst HopMaibHOTO
IMOpuroreHes3a yIIMHEeHUE CPeIHEeH KUIIKY HaunHAET-
csi Ha 5-11 Henesie OepeMEHHOCTH 3a CHeT 00pa30BaHMsI
NETIIN, PACTIPOCTPAHSIOLICHCS B IyTIOYHBIN KaHATHK.
Iocre cepun BpallieHHi 110 4acOBOM CTPENKE U TPOTHB
YaCOBOM CTPEJIKH JUIsl PUCTIOCOOICHUS K JIabHEMH-
HIeMy YIUIMHEHHIO ¥ POCTY KHILEYHHUK BO3BPAIIACTCS
13 (PM3UOIOTHYECKOH MyTOYHOM IPBDKH B OPIOIIHYIO
nojxocTh npumepHo Ha 10-11-if Hexene GepeMeHHO-
CTH, KOT1a OCHOBaHHUE OpbDKEHKY 3aTeM (PUKCUPYETCS
BJIOJIb IMArOHAJIM OT CBSI3KK Tpeilla 10 uiieouekaib-
Horo yria. J. R. Hamilton et al. [17] npeamonoxunu,
YTO HOPMaJIbHOE YUIMHEHHWE M BpAallleHHE CpelHEH
KHUIIIKH [TPEPHIBAIOTCS WIIH 33IeP>KUBAIOTCS U3-3a HEJIO-
CTaTKa MpOCTPaHCTBA MEKAY Pa3BUBAIOLICHCS MUILIE-
BapHUTEIHHON TPYOKOM M MyITOYHBIM KaHATHKOM. Psint
aBTOPOB [ 19] moCTymUpoBaIN HITEMUYIECKOE TIOBPEXK-
JIEHHE pa3BUBAIOLLEHCS KUIIKH; OJJHAKO POXOJUMOCTh
IPOCBETa KHUIICYHUKA W HAJIMYME HETOBPEXKICHHOM
OpbDKEUKHM B ATHX CiIydasx OyayT MPOTHBOPEYUTH
BHYTPHYTPOOHOMY HWH(ApKTy KHIIEYHUKA. TpeTbu
[20] cdoxycupoBanmch Ha BO3MOXKHOCTH Ae(eKTa
HEHPOIHTEPOIIOTMYECKOTO PA3BUTHSI, 0COOEHHO TOTO-
MY, 4TO AUC(HYHKLMS KUILICYHUKA TPU3HAHA BaXKHBIM
komnoHeHToM BCKTK. B To Bpems kak M. S. Tanner
etal. [21] oOHapyXu¥M HAPYIICHHUS B MEXKMBIIICYHOM
HEpBHOM crijieTeHnH (Aysp0aaxoBo) B HCCIIEIOBAHU-
X Ha BCKPBITUH, IPyTUE HE CMOIIIM HOATBEPAUTH 3TH
pesynbTarsl [20]. DTo MOXKET yKa3bIBaTh Ha BapHallun
B CIIEKTPE JUCMOOMIILHOCTH B CITy4asik BPOXKIECHHOTO
CHUHJIpOMa KOPOTKOM KUIIIKH. Y HAIIEeTo MaiueHTa Ha-
pylIeHre MOTOPUKH He OBUIO IPeolIaJatoniuM MpH-
3HAKOM.

Jlonroe BpeMst uccienoBaren HaOMroqaIm ceMeii-
HBIC CJTy4au JaHHOTO cuHapoma [17, 22]. Taxxke co00-
LIAJIOCH O CITy4asiX BPOXIEHHOTO CUHIPOMAa KOPOTKOM
TOHKOM KUIIKU B COYETAaHNUH C APYTUMHU BPOXKICHHBIMU
AQHOMAJIMSIMH, BKITFOYasi THIEPTPOGHICSCKHIH MUIOPOCTe-
HO3, areHe3HIO allleHIMKca, JeKCTpaKapAnIo, J00aBoy-
HBIM [TOJTTI03BOHOK M OTKPBITHIN apTEpUaTbHBIN MPOTOK
[19, 22]. OnHako HenaBHO OBUIM UACHTHU(PUIIUPOBAHBI
rensl CLMP u FLNA, konupyto1ue OeJIku, HapyILeHUe
(GyHKINHM KOTOPBIX SIBIISIETCS] IIPUYNHOI BO3HUKHOBE-
Hust BCKTK. I'en CLMP skcrnipeccupyercs B dIUTe-
JMANbHBIX KJIETKAaX Pa3IMYHbIX TKAHEH, B TOM 4YHUCIIC
KUILICYHUKA, U, CIICIOBATEIbHO, IOTEPS (PYHKLIH 3TOTO
reHa MOKET BbI3BaTh JIeEeKThI MPOIUQeparvi B TOHKOH
kuiuke [15, 23, 24]. 'en CLMP koqupoBaH Ha ATUHHOM
wrede 11 xpomocombl B XpoMocomMHO# obmactr 11q24.1.
B 2016 . npoBenyu MOIEKyISIpHO-TeHETUUECKUI CKPH-
HUHT [TALIMEHTOB C BPOXKICHHBIM CHHPOMOM KOPOTKOH
TOHKOH KHIIIKH, B PE3yJIbTaTe KOTOPOTO OBLIO BBISBICHO,
gyro TeH CLMP sBJsIeTCS OCHOBHBIM T'€HOM, MyTaluu
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B KOTOPOM B T'OMO3UI'OTHOM M KOMIIIAYHA-T€TEPO3U-
TOTHOM COCTOSIHUW TIPUBOIAT K Pa3BUTHIO CHHAPOMA
KOPOTKOM KHUIIKH C ayTOCOMHO-PELIECCUBHBIM THIIOM
HacienoBanus. lem FLNA womupyeT QumamMuH-A-
AKTUH-CBSI3bIBAIONIHH OeNoK. [ eH KapTUpOoBaH Ha AJTHH-
HOM TUIeYE XPOMOCOMBI X, B XPOMOCOMHOW 00JIacTH
Xq28. Mytammu B reae FLNA pUBOIAT K Pa3BUTHIO
Pa3IMYHBIX CHHAPOMOB MHOKECTBEHHBIX BPOXKICHHBIX
MTOPOKOB Pa3BHUTHS, BKJIIOYast (hpoHTOMETaPH3apHYIO
JMCIUIa3uio, cuHipoM MenbHuka — Hupica, BpoxkieH-
HBbIE [IOPOKH CEPALIA, BPOXKIECHHBIA CUHIPOM KOPOTKOI
KHILKU C X-CLEIJICHHBIM PELIECCUBHBIM THUIIOM HACIIE-
noBanust. Pors FILNA B pa3BUTHH TTOPAKEHNS KUIIICYHHU-
Ka JI0 CHX IIOp /10 KOHLIA HE YCTaHOBJIEHA. Y MAIleHTOB
¢ BCKTK ¢ myrauusimu B rene F'LNA onucaHbl Takxe
MHOKECTBEHHBIE BPOXKICHHBIC TTIOPOKH PA3BUTHSI, B TO
Bpems kak y maiueHToB ¢ BCKTK, oOycnoBineHHBIM
MyTauusMu B reie CLMP, BBISIBICHO U30JIMPOBAHHOE
nopakeHne KuieyHnka [25]. Onucansl cirydan, Korna
y MaIMeHTOoB ¢ MyTanusaMu B reHe CLMP knuHn4ecKas
KapTuHa 3200JIeBaHUs TIPOSBISIIAChE B Ooliee paHHEM
BO3pacTe 1O CPABHEHUIO C TMAIMEHTAMH C MyTaIls-
mu FLNA [25, 26]. O0a reHHBIX MPOAYKTa y4aCTBYIOT
B OJTHOM W TOH K€ CETH B3aNMOJICHCTBYIOIINX OCITKOB
C aKTUHOBBIMH (DUIAMEHTaMH, KOTOPHIC y4acTBYIOT
B nipostuepaluu KIeToK. DT B3aUMOJICHCTBUE UMEET
peliarmee 3HaueHUE Ui Pa3BUTUSl KHUILEYHUKA
[26, 27].

Monenu XKUBOTHBIX CO CHYKEHHEM SKCIIPECCUH Te-
HOB CLMP u FLNA MOTyT OIPOJIUTh CBET HA OCHOBHYIO
natodusuonoruro BCKTK. Hoknayn rena oprosora
(CLMPa) y ppi0ok [laHHO BBI3bIBAET 3HAYUTEIHHOE
YMEHBUICHUE JJIMHBl KUIIEYHUKA W HOATBEPKIAET
BakHOCTE CLMP B kumiedyHoMm smoOpuorenese [15].
Y MblIlIel ¢ HapyIIeHUeM HOPMaIIBHOTO (DYHKIIHOHH-
poBanus reaa CLMP HabronaroTces 3a7epiKka pocTa
TeJla ¥ HECTIOCOOHOCTh YCBaUBAaTh ITUTATEIbHBIC BEIIIe-
CTBa, YTO TPOSIBIIACTCS 00C3BOXKUBAHUEM U SIBIISICTCS
rononanueM. OqHAKO JATHHA KUIIEYHUKA Y MBIIIEH-
MYTaHTOB HE YMEHBIIIACTCS 110 CPABHEHHIO C MBIIIIAMHU
JIMKOTO TUTA, B 0Tin4ue ot reHa CLMP uenoBeka [28].
OTH NaHHBIC AUKTYIOT HEOOXOAMMOCTH JajbHEHTIIe-
r0 M3y4YCHHsI TEHETUYECKOrO acreKTa JIaHHOTo 3a00-
JIEBAaHUS.

Y OoNbIIMHCTBA AeTEH BPOXKIACHHBIA CHHIPOM
KOPOTKOW TOHKOHM KHIIKM MaHu(ecTHpyeTcsl pBO-
TOW W quapeei, MPUBOASIIUMHU K TSKEIOU OerKo-
BO-IHEPIreTUUYECKOM HEJ0CTATOYHOCTH. B TO BpeMs
KaK MaJIbpOTAaIHs SIBISICTCS MOUYTH YHUBEPCAIHHBIM
MpU3HAKOM (MIPUCYTCTBYET B 96 % ciydaes), acco-
LHUUPOBAHHBIM 3aBOPOT C HEKPO30OM KHUIIIEUHUKA SB-
JIeTCs PeAKUM OocliokHeHHEeM. CBs3aHO 3TO C TEM,
YTO KOpPOTKAas JJIMHA TOHKOM KHIIKU HpeaoTBpa-
aeT BO3HUKHOBEHUE 3aBOPOTAa. THUIMYHBIE IMPO-
SIBICHUS B BHUJIE CPBITUBAHUM C MPUMECHIO KEIUH,
XPOHUYECKOU Arapeu, HyTPUTUBHON HEOCTATOUYHO-
CTH, KaK y HaIleH MalMeHTKH, SBISTIOTCS CJICICTBH-
€M KOPOTKOH JIIMHBI KHIICYHUKA, MalibabcopOIuu
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Y HapyLIEHUS! MOTOPUKHU, KOTOPbIE XapaKTEPHbI IS
BCKTK.

BaxHeHIIMM KOMIIOHEHTOM B JICUEHUH STHX TaLU-
€HTOB ABJISIETCS TapeHTepaIbHOE MUTAHUE C PAHHUM
pacimpeHreM sHTepaibHoro kopmienus [19]. Oqna-
KO JUITMTEIhHOE MapeHTEepaIbHOe MUTAaHUE COMPOBO-
JKAAETCS PUCKOM Pa3BUTHS OCIIOKHEHUH: IEUeHOYHas
HEJ0CTaTOYHOCTb, KAaTETEP-aCCOLMUPOBAHHBIH CETICUC
Y KaTeTep-uH Iy IUPOBAHHOM BEHO3HBIH TPOMOO3 C I10-
Tepel cocyaucToro gocryna [29].

W3 ciydaeB BpOXAEHHOTO CHHAPOMA KOPOTKOM
TOHKOH KHIIKH, O KOTOPBIX COOOIIANOCH B JIUTEPaType,
1/3 manuenToB MOXMIHM B cpexHeM 710 5,8 rona (mma-
nas3oH — ot 1 rozia 1o 18 ner). 2/3 neteit ymepiu B Bo3-
pacTe OT HECKOJNbKUX IHeW 1o 7 mecsueB. Ciaenyet
OTMETHTD, YTO OONBIIMHCTBO COOOIIEHHNI O JIETATLHBIX
ucxozax omyonukoano o 1980 r., koraa BO3MOXKHO-
CTH WHTEHCHBHOM Tepanuy, MapeHTepaIbHOTO U HC-
KyCCTBEHHOI'O0 HTEPAJIbHOTO MUTAHUS HOBOPOKAEH-
HBIX OBIJIM HECPAaBHUMO MEHbIIE, YeM B NOCIECIHHUE
10-15 net [26]. Pannss xupyprudeckas KOppeKuus
MaJIbPOTALUH U AJIUTEIbHOE cOaTaHCUPOBAaHHOE I1a-
peHTepaNbHOE TUTAHNE ABJISIOTCS BEAYIIIMMU KOMITO-
HeHTaMmH ycnemHoro JiedeHus aereit ¢ BCKTK.

3akJamwyeHue BpokIeHHBI CHHAPOM KO-
POTKOH TOHKOM KHILIKH — 3TO PEAKOE NeHETHUYECKU
JETePMUHUPOBAHHOE 3a00JIEBaHKE, IPOSBIISIIOLICECS
XPOHUYECKOW Jrapeeil, pBOTOH, BOJAHO-3IEKTPOJIUT-
HBIMH HapyLICHUSIMH M TPOIPECCHPYIOLICH THIIO-
Tpodueit B IepBbIe HeAenu Xu3Hu. [Ipu mpoBeneHnn
PEHTTEHOIOIMUYECKUX UCCIIEIOBAaHUH JKEITy0UHO-KH-
LIEYHOTO TPAKTa MOXKHO 3aII0Z03PUTh HAJIMUNE BPOXK-
JIEHHOT'O MIOPOKa 1 MPEIOI0KHUTh JUIMHY KUILIEYHUKA,
OJJHAKO JIMarHo3 BPOXKAECHHOTO CHHIPOMAa KOPOTKOH
TOHKOM KHUIIKH BepUPHUIMPYETCS TPH JIariapoCKOMUN
WIN JTalapoOTOMUHM. Y Hallel MalueHTKH OOHapyKeHa
myTarus B rene CLMP: B ok30He 06 BEISBICH HYKJIC-
OoTUAHBIA BapuaHT c.785 786insC B TOMO3HTOTHOM
COCTOSIHHH, ¥ MBI COOOIIIaeM 00 5TOM BIIEpPBBIE B pyc-
CKOSI3BIYHOM JuTeparype. Hamr gansHedmuil ananms
MIOKa3aJl HACJICICTBEHHYIO KAPTHHY MyTaLUH B CEMBE.
JlonrocpouHast BEKUBAEMOCTD JIETEH C BPOXKIEHHBIM
CHUH/IPOMOM KOPOTKON TOHKOHM KHIIKH B HAacCTOSIIEE
BpEMs1 BO3MOKHA IIPU YCIOBUM CBOEBPEMEHHOH Ana-
THOCTHKH, PAHHETO ONEPaTUBHOIO JIEYEHUS, IPOBE/Ie-
HUSI ATTUTENbHON HH(Y3MOHHON MOJAEPKKH C MOTHO-
LIEHHBIM TTapeHTePaTbHBIM TUTAHUEM.
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