Bunadok 3 npakmuku
YK 617.577/.587-007.21:612.6.051]-053.2
DOI10.11603/1811-2471.2021.v.i1.11729

KJIHIYHUA BUNAOOK ATABI3MY Y ANTUHU 3 CUHOPOMOM BIPY - EHCEHA
©M. A. NMpouanno
TepHoninbcbKul HauioHanbHUlU medudyHul yHiBepcumem imeHi I. A. Fopbadescbko2o MO3 YKpaiHu

PE3KOME. Y cTaTTi ONMC3IHO BUN3AOK PiAKICHOIO FreHETUYHOIO 3aXBOPIOBAHHA Y AUTUMHU — CMHAPOMY Bipy — EHCeHa.
YHiKaNbHICTb LbOro BUMNaAKy B TOMY, L0 po3LuensieHHs (knewHenoaibHa aedopmalis) nowmproBanoca Ha 06uAaBi KUCTI,
cTonu, ryby, nigHebiHHA AiBYMHKW. B AOCTYNHIM NiTepaTypi Taki BUNaAKN MOOAMHOKI 1 BBaXKatOTbCS BEJIMKOK PiAKICTIO.
Bnepuie uo xBopoby AeTanbHo onuncanu Birch i Jenseny 1949 poui sk cuHapom bipy — EHceHa [1]. CyyacHa Ha3Ba — «Tu-
nose» abo «iCTUHHe po3LensieHHAa KucTi, cton» [2], aedopmauia nobctepa (Lobster clav foot) [3], EEC — cuHapom

(ectrodactyly — ectrodermal dysplasia — clefting syndrome ) [4].

Ha cborofHi He iCHY€e €AMHOrO NOACHEHHSA TOro, IK BUHMKAIOTb aTaBi3Mu i aike ix Micue B eBostouii [5]. Hansigomi-
UMMM aTaBi3MaMM JIIOANHM € HAABHICTb XBOCTAaTOrO NPMAATKA: HEAOXBICT i CNpaBXHil XBICT.

Cepea iHWNX MOXJINBUX aTaBi3MiB JIIOANHW: «BOJIOXATi IIOAN», MEPETUHKM MiX NasibLUAMMW, AOAATKOBI Napy MOJ10Y-
HWMX 33103, WKIMHa $icTyna, AKa Haraaye 396poBy LWiNMHY NpeJKiB CcaBLiB, 3as84a ryba, apyrui pag 3y6is, BUCoke CTOAH-

HA nonatku (cuHapom LUnpeHrens) [5, 6].

KJIKFOYOBI CJIOBA: aTaBi3M; KJIeLLHS; CTOMA; KNCTb; ryba.

KniHiyHe cnocTtepexeHHa. [liBUMHKA BiKOM
6 pokiB. CnagKkoBuM aHaMHe3 He BigoMNN. ANTUHA —
BUXOBaHeLb CMPOTUHUA. BaTbky Big AUTUHK BiaMoO-
BuAncA. Npu ornagi Mae Micue BMpaxeHa gedopma-
Lia o60ox cTton Ta kucten. Cronu posLuensieHi. Beaunki
nasbli Ha CTONAX CKPMBJIEHI Ta NOTOBLLEHI. Mi3nHL;i
Ta YeTBepTi Nabli CTOMN 3pOLLEHi, CKPUBEHI, BKOPO-
yeHi. CepepgHin pag, KiCTOK NJIECHX Ta MaJibLiB cTOoN
BiZICYTHIN. Pyx1 nanbunkaMm obMexxeHi, MatoTb Mic-
Lie 3rMHabHi KOHTPAKTYpK B YCiX cyrnobax Knucren
Ta cTon. CkaeniHHA 060x cTon cnaoueHi. ToHyC Myc-
Ky/laTypu 060X Hir 3HMXeHW. Ha peHTreHorpami
CTOMN BMABJIEHO PO3LUENJIEHHA KiCTOK CTOMW Mpak-
TUYHO HA YCIO JIOBXWHY, AKe JOXOANTb 10 YOBHOMO-

Puc. 1. CuHapom Bipy — EHceHa. CTonu po3LenseHi —
CTONWN «KJIeLWHi». Ha peHTreHorpami BUSAB/IEHO po3Len-
JIEHHSA KICTOK CTOMM NPAKTUYHO HA YClo AOBXMHY, AKe 40-
XOOUTb A0 YOBHOMOAIBHMX KicTOK. Benunki nanbLi ckpue-
NeHi Ha Banbryc. CepeaHin psa nasbliB CTOMN Ta MJAECHU
BiZICYTHi (TpM NanbUi i TPM NJIECHOBUX KiCTKN).
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DibHNX KicTOK. BennKi nanbLi CKpUBAEHi HA Basbryc.
CepefiHii pAA NanbLiB CTOMN Ta NJECHW BiACYTHI (TpK
nasnbli i TpM NecHoBKMX KicTKK) (pnc. 1). AHanorivyHa
aHaToMi4yHa AedopMalia Ha 060X KMCTAX — TpUna-
NicTb, KnewHenoaibHa aedopmauia (puc. 2). bokosi
nanbLji KNCTEM YAaCTKOBO 3POLLLEHI Ta HEAOPO3BMHEHI.
BepxHs ryba AiB4nHKM po3LLEen/ieHa pa3oM 3 TBepAnUM
nigHe6iHHAM («3aA4a ryba», «BoBya nata») (puc. 3).
ANTVHA BiACTaE Yy NCMXOMOTOPHOMY PO3BUTKY. Yac-
TO XBOPi€. Mana BesnKi TPYAHOLLiI NMPY BXWBAHHI fIK
TBEPAOI, TaK i piakoi iXi. Micna onepaTMBHOrO Niky-
BaHHA (N1acTMKM NigHebiHHA Ta rybu) ua npobnema
3HMKA. KOPUCTYBAHHA CTaHAAPTHUM B3YyTTAM YTPYA-
HeHe. CTiNKi YHKLiOHa IbHI po313an KNCTen. 3riaHo

Puc. 2. CuHapom bipy — EHceHa. KncTi posLensieHi —
«KJIelWHi». Po3wensieHHA KiCTOK KMCTeN MpakTMYHO Ha
BCIO AOBXWHY. Benuki nanbui ckpmsneHi. CepeaHin paa
nasbLiB KMCTeN Ta N'ATKa BigCyTHI (Tpy nanbui i Tpy n'ac-
HUX KiCTKHK).
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Puc. 3. CnHapom Bipy — EHceHa. Po3LiensieHHs Bepx-
HbOI rybu, M'akoro i TBepaoro nigHebiHHA — «3as4a ryba»,
«BOBYA NaLLa».

3 knacudikauieto Manske y AiBYNHKM iCTUHHE poO3-
LenIeHHs KiHuiBok IV Tvny (BiaCyTHin 2-i1 naneub)
[2]. OTpMyBana koHcepBaTMBHE NiKyBaHHS — KOMIM-
nekc JIOK, macaxy, eNneKTpoCTUMYAALii MycKyaTy-
PU1 KiHLIBOK, KOpeKLif ncnxoHesposiora. OTpmMmMana
KOHCyNbTauito B LleHTpi Mikpoxipyprii KucTi, peko-
MeHAYBa/IN KOHCEPBATMBHE NikyBaHHSA. lMoganblua
[ONA ANTUHW He BiaoMma.

3riiHO 3 JaHMMMW CBITOBOI NiTepaTypH, B CiM'AX,
B AKNX [l€Ki/IbKa MOKOiHb MatoTb TaKy AedopMmalliito,
HaZalTb MepeBary KOHCEPBAaTMBHOMY JliKyBaHHIO
6e3 Xipypri4yHoi KopekLii, 0CKi/IbKM MPUCTOCYBasIbHI
MOXJIMBOCTI AMTUHM BesinyesHi. OboB'A3KoBe orne-
paTUBHE NiKYyBaHHS 3 METOK YCYHeHHS AedekTiB
ryéu, nigHebiHHa [2-4].

O6roBopeHHA. Brnepule Lo xBopoby AeTaNbHO
onucanu Birch i Jensen y 1949 poui Sk cMHApom
Bipy - €HceHa [1]. CyyacHa Ha3Ba — «TMnoBe» abo «ic-
TUHHEe po3LLensieHHA KucTi, cton» [2], aedopmalis
nobcrtepa (Lobster clav foot) [3], EEC - cuHapom
(ectrodactyly — ectrodermal dysplasia - clefting
syndrome) [4].

Lle BpoaxeHa cnagkoBa Heayra, Aka Mae AoMi-
HaHTHMW TUN YCN3AKYBAHHSA, CMOCTEPIraeTbCA 3 Yac-
TOoTO 1 Ha 10 000 HOBOHapoaXeHnX. KoXXHa apyra
ONTMHA Ma€ aBobiuyHe ypaXkeHHA. [eH po3LLensieHHs
ctonikucren (SHFD1) po3TalloBaHM Ha 7 XpOMOCO-
Mi [2]. IHWi aBTOPW BBa>XKatOTb MyTaLlit0 7 XpOMOCOMM
(7qn2-q21.3,Tp63) [4]. XapakTepun3yeTbCa po3Len-
JIEHHAM KMCTEeN Ta CToN 3 HeAO0PO3BUTKOM CepeaHbO-
ro BigAainy ANCTaZIbHMX YaCTUH KiHLiBOK — eKTPOAaK-
Tnnia (split hand - split foot malformation). ABTopu
333Ha4atoTb, O MOXJINBE NOEAHAHHA LIbOro 3aXBO-
PIOBaHHA 3 po3LensieHHAM rybu Ta TBepAoro nigHe-
6iHHA, BaJlaMM cepus, BHYTPILLHIX OpraHis, o4en,
CJTlyXOBOrO anaparty, ckeseTta (CMHAPOM B33aEMHOIO
obTaxeHHs) [1, 2]. Y 1970 poui (R. A. Rudiger) 6yno
3aMNpoONOHOBAHO HOBMIN TEPMIH AJ19 BU3HAYEHHSA Aa-
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Horo cuHapomy — EEC (ectrodactyly — ectrodermal
dysplasia — clefting syndrome) [2, 4]. Lle pigKicH1i
reHeTUYHUN CUHAPOM, OCHOBHWMW CKJIA4O0BUMM
AKOro € TPU O3HaKW: po3LeneHHA 0611448, eKTpo-
OAKTWNIA KiHUIBOK, eKToaepMaibHa ancnnasia. Kni-
HiYHi CnocTepeXXeHHA MoKas3asu, WO Npu CMHAPOMI
EEC OCHOBHMMM KOMMOHEHTaMWN € eKTPOAaKTUANINA —
84 %, ekTogepMasibHa ancnnasia — 77 %, po3wen-
NeHHA 061m44a — 68 %, aHOMania CNi3HUX LWAAXIB —
59 %, yporeHitanbHi Bagn — 20 %, rnyxota— 10 % [4].
EkTomepmanbHa Ancnnasia — Baau po3BUTKY Moxia-
HUX ekToAepmMu (rinonnasia emani 3y6is, 3MeHLWIEH-
HA nirmeHTauii Bonoccs, ¢oTobosA3Hb, HEAOPO3BU-
TOK MOTOBMX 3a/103, CYXiCTb LIKipKX TOLLO).

3aneXxHo Bif CTaHy MepLUOro MiXnanbLeBoro
NPOMIXKY BUOKPEMJIIOOTb N'ATb TUNIB AedopmaLin,
AKi HeobXigHO BPaxoBYBATW MpW MJ1aHyBaHHI onepa-
TUBHOIO NiKyBaHHS Ta NPOrHO3yBaHHI GYHKUIT KiHL-
BOK [2, 3]. He3Ba)kalouM Ha HAABHICTb YMCIAEHHUX
MeTOoZiB onepaTMBHOrO JlikyBaHHSA (onepauisa Snow —
Litteer, Miura — Komada, Ueba), BoHM He 3aBXAu 3a-
6e3neyyoTb MO3UTUBHI pe3ysbTaTv, TOMY MOLLYK
onTMMaNbHOro crnocoby Takmx BTPyYaHb TPUBAE.
Hankpalli pe3y/ibTaTv OTPUMYKOTb Y PAaHHbOMY Billi
Ana npodiNakTUKN HE3BOPOTHMX NPOrpecyounx ae-
dopmauin KiHUiBOK. IHLLIi onepaTUBHI BTPy4YaHHA Mo-
XyTb 6yTU NpoBefeHi Ni3Hiwe [2-4].

Jlloacbka ocoba nig yac embpioHasnbHOro pos-
BUTKY YaCTKOBO NMPOXOANTb LUMSIX AaJIEKNX NpeaKiB.
3apoAoK JI0ANHM B MEBHI nepioan eBositoLii Mae
3a6pa, BiApOCTOK y BUrNAai XxBocTuka [5].

Y npupoai Aeski CCaBLi MaloTb pO3LLENeHi AnNc-
Tas1bHi YaCTMHM KiHLIBOK — NapHOKOMNMUTHI (CBMHSA, KO-
poBa, Bepbitog Towo) (puc. 4), po3LensieHHA Bepx-
HbOT rybu (KoTaui). MoXnnBo, eMb6pioH JII0ANHN Npo-
XOAWTb i e eTan eBOJIOLIMHOrO pO3BUTKY.

Y

Punc. 4. Ckiarpama KiHUiBKM CBUWHIi. Po3uwienneHHs
KiCTOK KiHLiBKM, LLLO XapaKTEPHO A1 NAPHOKOMUTHUX.
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ATaBi3mu (Bia. naT. avatus — npegok) — Le 03Ha-
KW, fKi 6yNv NpUTaMaHHI ganeknm npepgkam, ane
3HOBY 3'IBUJINCA B CYYACHOCTI. EBOIIOLIMHO 03HaKW,
WO 3HMKAN eHOTMNIYHO, He 06OB'A3KOBO 3HWMKA-
toTb i3 JAHK opraHi3my. leHHa NOCAiAOBHICTb YacTo
33JINLLAETLCA, aJ1e BOHA € HEAKTUBHOLO, TaKMIA HEBK-
KOPMCTaHUIM reH Mmoxe 36epiratin cBoto GyHKLIO ax
[0 LEeCTU MiJIbMOHIB POKIiB i MOBHICTIO 3HUKHYTK Ye-
pe3 10 MinbioHiB pokiB [5]. HanyacTiwe akTMBauin
[aHoro reHa BiabyBa€eTbcs Yepes BUMNaAKOBI MyTalLlji,
aJie Noro TakoXX MOXHa «po36yanTu», CTBOPHOOYN
WTYYHI CTUMYAIM — ANKOr0Jlb, HAPKOTUKM, pagialis,
BipyCHa iHbEKLisi, TOKCMYHI peYyoBUMHWN, reHEeTUYHO
3MiHeHi npoayKTh Towwo [5].
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KJIMHNYECKTWM CJTYMAN ATABU3MA Y PEBEHKA C CMHAPOMOM BUPY - EHCEHA
©M. 4. Npouanno
TepHoNo/1bCKUU HAYUOHA/IbHbIU MeOUUUHCKUU yHUBepcumem umeHu Y. . lopbayesckozo MO3 YKpauHsbi

PE3FOME. B cTaTbe 0N1caH KJANHUYECKNIA CJTy4art peAKOCTHOro reHeTn4Yeckoro 3aboneBaHnsa y pebeHka — CMHAPO-
Ma Bupy — EHCeHa. YHMKabHOCTb AJAHHOTO CJly4as B TOM, YTO pacliyensieHne (knewHeobpasHaa gedopmaums) Habnroaa-
J1I0Cb Ha 06emx KUCTAX, cTonax, rybe, Hebe. Bnepsbie 3To 3aboneBaHue onncanu Birch n Jensen B 1949 roay Kak cMHAPOM
Bupy - EHceHa [1]. CoBpeMeHHOe Ha3BaHMe — «TUMMYHOE» UJIM «KUCTMHHOE pacLlensieHne KUCTu, cton» [2], aedopmaumsa
nobcrepa (Lobster clav foot) [3], EEC cuiapom (ectrodactyly — ectrodermal dysplasia — clefting syndrome ) [4].

B AaHHOE BpeMSA HET eANMHOr0 MHEHMNA OTHOCUTEJIbHO TOrO0, Kak BO3HUKAIOT aTaBM3Mbl M KAKOE MX MECTO B 3BOJIHO-
unn. Hanbonee n3BeCTHbIe aTaBM3Mbl YeJIOBEKA — HAJIMYME XBOCTATOrO NPMAATKA : HEAOXBOCT M MCTUHHDBIN XBOCT.
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O2n190u iimepamypu, opu2iHabHi 00C1iOHeHHS, No2/180 Ha npobsiemy, BUNAGOK 3 NPAKMUKU, KOPOMKI NOBIOOMIEHHS
M3BECTHbI N Apyrve aTaBM3Mbl YEJ/I0BEKA: «BOJIOCATbIE JILOAN», MEPENOHKN MeXAY NasbLamMu, AOMNOJIHUTE IbHbIE
napbl MOJIOYHMX Xeses, WenHaa GUCTyNa, KOTopas HaNnoOMMHAET XKabepHyo Lesib NPeAKoB MJIEKOMMUTAIOLLMX, 33a514bs
ry6a, BTopoi pag 3yboB, BbICOKOE pacnosioxeHue nonaTtkun (cuHapom LUnpeHrens) [5, 6].
KJTFOYEBbBIE CJ1IOBA: aTaBM3M; K/IELLHSA; CTONA; KUCTb; ryba.

CLINICAL CASE OF ATAVISM IN A CHILD WITH BIRCH-JENSEN SYNDROME
©M. D. Protsailo
I. Horbachevsky Ternopil National Medical University

SUMMARY. The article describes a clinical case of a rare genetic disease in a child - Birch — Jensen syndrome. The
uniqueness of this case is that cleavage (pincer deformation) was observed on both hands, feet, lip, palate. This disease
was first described by Birch — Jensen in 1949 - Birch — Jensen syndrome [1]. The modern name is “typical” or “true cleav-
age of the hand, feet” [2], deformity of the lobster (Lobster clav foot) [3], EEC syndrome (ectrodactyly — ectrodermal
dysplasia - clefting syndrome) [4].

At the given time, there is no consensus about how atavisms arise and what their place in evolution is. The most
well-known human atavisms are the presence of a tailed appendage: an under-tail and a true tail.

Other human atavisms are also known: “hairy people”, membranes between fingers, additional pairs of mammary
glands, a chin fistula that resembles the branchial cleft of mammalian ancestors, cleft lip, second row of teeth, high
scapula (Sprengel syndrome) [5, 6].

KEY WORDS: atavism; claw; foot; hand; lip.
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