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OHTONOrIA YPOAXKEHUX BA1 MJTEYOBOI KICTKU
TA KICTOK NMEPEANMITIYYA

Buwui gepxaBHMM HaBYanbHUI 3aknag YKpaiHu
«ByKOBMHCbKUI AepXXaBHUMA MeOU4YHUM YHIBepcuteT», YepHiBui, YKkpaiHa

YpopmxeHi aHomanii BusiBnsAwTb Yy 1-3% HOBOHa-
POMAXEHUX, | 6nm3bko 10% unx OiTen MaoTb YPOOXKEHI
Ban PO3BUTKY BEPXHIX KiHLiBOK. HacToTa ypoaXeHnx
aHomarnii He CyTTEBO 3MiHWNAcs 3a OCTaHHE OeCATU-
niTTa. BinbLWicTb i3 HUX POPMYETLCSA CMOHTAHHO abo
BHACIigOK HasiIBHOI reHeTU4YHOoI naTtonorii, i nuwe ge-
SKi 3 HAX BUHWUKAIOTB Nif Oi€to TepaToreHHNX YNHHUKIB.

3a noxogKeHHAM aHoManii  po3BMTKY KiHLIBOK
MOXHa po34inuTn Ha embpionarii, B OCHOBI SKMX Nne-
XWTb NOPYLUEHHS 3aKNaaku i NaTtonoria po3BuTKy emo-
pioHa B nepiog, 3 16-20-o0i fobw nicns 3annigHeHHs 0o
KiHUS 8-r0 TWXHS BHYTPILWHBbOYTPOBHOrO pPO3BUTKY
(Bunagkn Benuknx OedekTiB i3 BiACYTHICTIO OKpemMux
KICTOK, LjinMx CerMmeHTiB Towo), i peTonarii, B OCHOBI
SKMX — MaToNoris po3BMTKY MMAOAA, WO BUHMKAE BHa-
CNifgoK BNAMBY LWKIANMBUX YMHHUKIB 3 9-rO TWXKHS BHY-
TPiLWHLOYTPOBHOrO nepiogy PO3BUTKY i OO MOMEHTY
HapoOKeHHs (BMNadKW MOpPYLUEHHS hOpMuK NpU Po3-
BUTKY KiCTKOBUX CErMEHTIB i M’SKOTKAHWHHUX KOMIMO-
HEHTIB, Hanpvkag, apTporpunos).

BHacnigok nopyLueHHs1 po3BUTKy Me3eHximu Ha 4-8
TWKHAX MNpeHaTanbHOro nepioga OHTOreHe3sy BUHWKa-
I0Tb Taki Bagn pO3BUTKY BEPXHIX KiHLIBOK SIK HEOOPO3-
BMHEHHS!, 3POLLEHHS X NpokcumMarnbHnx abo avcTtanb-
HMX KiHLiB, BiACYTHICTb ab0 HeJOPO3BUHEHHS aHaTOMi-
YHUX CTPYKTYyp. Hanypasnusiwwmm Oo gii TepaToreHis,
SKi CNPUYMHIOIOTD YPOIKEHI Bagn PO3BUTKY KiHLIBOK, €
4-5 TWXHI BHYTPILLIHBOYTPOBHOTO PO3BUTKY. YPOMKEHI
BagM KiCTOK CKeneTy nredva Ta nepeannivyysi BUHMKaTb
BHACNIOK MOPYLUEHHSI NMPOLECIB XeMOTaKcucy, npori-
depalii, AMdepeHLuinoBaHoi i NporpamoBaHoi CMepTi
KMNiTUH Ha paHHix eTanax emobpioreHesy.

Yci Bagn po3BUTKY KiHLIBOK MOXHa po3dinMTn Ha
N'ATb rpyn, a came: ypoaxeHi amnyTtauii (amenia Ta
ypoaKeHa amnyTauiliHa Kykca AucTanbHOro Bigginy
KIHUIBKM Mpu HOpMarnbHOMY (POpMyBaHHi i MPOKCK-
MarbHOro BigAiny); HeAOPO3BUHEHHS KiHLIBKM (eKTpo-
Menisi, nepomernisi, (hokomMenis); aMHIOTUYHI NepeTsx-
Ku; Bpaximenis Ta ypoaXXeHi HecrnpaBXHi cyrrnobu.

YpomxeHi aHomanii KiHUiBOK MOXYTb HOCUTM NOKa-
NbHWI XapakTep abo CynpoBOAXYyBaTMUCA Bagamun pos-
BUTKY iHLUMX CUCTEM OpraHi3my.

khmara.tv.6@gmail.com

Ha nigctaBi npoBegeHoro aHanisy mpkepen nite-
patypu 3pobneHa cnpoba ysaranbHWUTU iCHyHOUi Bigo-
MOCTiI NMpO ypOOXeHi Bagu CKeneTy nneva Ta nepeg-
nnivyys Ta 3anponoHOBaHO X Knacudikauio i Tnyma-
YeHHs1 3rigHo abeTkn. KopoTko oxapakTepu3oBaHO
HaMMOLUMPEHILLI CNafaKOBi CMHAPOMMU i3 Bagamu po3Bu-
TKY Mf1e40BOI KiCTKM Ta KiCTOK nepeansivys.

KnroyoBi cnoBa: nne4yoBa KicTka, NikTboBa KiCT-
Ka, NpOMEeHeBa KiCcTka, Baja PO3BUTKY, BEPXHS KiHLiB-
Ka, noguHa.

3B'A30K pobOTM 3 HAyKOBUMM MNporpamamu,
nnadHamu, Temamu. [ocnigkeHHs € dparMeHTom
NMNaHoBOI  KOMMMEKCHOI  MbkkadpeapanbHOi  Temu
kadbegpu aHaTomii noguHn imeni M. . TypkeBuua i
kacdbegpu aHaTomii, TonorpadiyHoi aHaTomii Ta one-
paTuBHoi xipyprii BOH3 Ykpainn «BbykoBuHcbkun gep-
XaBHUN MeguyHui yHiBepcuteT» «OcobnmeocTi Mmop-
doreHesy Ta Tonorpadii cuctem i opraHis y npe- Ta
nocTHaTanbHOMYy nepiogax OHTOreHesy NIAWNHUY,
Ne gepxxaBHoi peecTpauii 0115U002769.

Bctyn. MNMpobnema BMHUKHEHHS Ta cnocobiB niky-
BaHHSA ypomxeHux Bap po3suTky (YBP) kicTok Bepx-
HbOI KiHUiBkM (BK) y Bcix acnektax € Haas3Bu4amHO
cknagHoto [1]. YBP KiHUiBOK MOXYTb HOCUTWU fOKarb-
HUA XapakTep Ta CynpoOBOKYBaTUCA aHoOManismu
pPO3BUTKY iHLIMX cucTem opraHiamy [2]. YBP BK Tpan-
nsTbea NpubnusHo B 3,4 Bunagkax Ha 10000 HoBo-
HapomxkeHux [3].

ETionoriyni YnHHMKK, aki cnpudmHsaioTe YBP onop-
HO-pYXOBOro anaparty B JiTeln, NojinsioTb Ha eK30- i
€HOOreHHi Ta reHeTuyHi [4]. BHacnigok nopylieHHs
PO3BUTKY ME3eHXiMW Ha 4-8 TUXKHAX npeHaTanbHoro
nepioga oHtoreHesy BuHuKaTb Taki YBP BK sk Hepo-
PO3BWMHEHHS!, 3POLLEHHS X MpoKcMmanbHux abo auc-
TanbHUX KiHUiB, BIACYTHICTb abo HegOpPO3BMHEHHS
aHaTOMIYHMX CTPYKTYp [1]. BusiBneHo, wo Hanypasnu-
BilLMM [0 Aii TepaToreHis, Ski CNpuYMHIOTb YBP KiH-
LiBOK, € 4-5 TW>KHI BHYTPIiLLHbOYTPOOHOro po3BuTky [3].

3a NOXOMKEHHAM aHomarii pPO3BUTKY KiHLIBOK
MOXHa po34inMTn Ha emOpionaTii, B OCHOBI SKUX
NeXuTb MOPYLUEHHSI 3aKnagku i natornoris po3BUTKY
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eMbpioHa B nepiog 3 16-20-o0i gobu nicna 3annigHeH-
HS OO KiHUSA 8-r0 TWXHS BHYTPILWHBbOYTPOOHOro pos-
BUTKY (BUNagKky BenuKMX AedekTiB i3 BiACYTHICTIO
OKpEeMUX KiCTOK, LifMX CerMeHTiB TOLWO), i (beTonarii, B
OCHOBI SIKMX — MAaTOOris PO3BMTKY Mnoaa, LWo BUHMKAE
BHacnifoK BNAMBY LUKIANUBUX YMHHUKIB 3 9-r0 TUXHS
BHYTPILLUHBOYTPOOHOrO nepiogy Po3BUTKY | 1O MOMEH-
TY HapOMXEHHSA (BUMAAKM MOPYLUEHHS dopMu Mpu
PO3BUTKY KICTKOBMX CEIMEHTIB i M’AKOTKAHUHHUX KOM-
MOHEHTIB, HaNpuknag, apTporpunos).

AKTyanbHiCTb Npobnem BWHUKHEHHS Ta crnocobis
nikyBaHHa YBP kiHuiBOK npusBena [o aundepeHuiauii
X aHomanin po3BUTKY Ha M'ATb rpymn:

1. YpomxeHi amnyTauii KiHUiBKM OyBaloTb ABOX

BuAis [1, 5-9]:

a) awmenia (amelia) — noBHa BIACYTHICTb KiHLiBOK,
yacTille TpannseTbCA  BiACYTHICTb  OAHi€el
KiHUiBkKM — remimenia (hemimelia) abo i
YacTuHW;

6) ypookeHa amnyTauiiHa Kykca AWUCTanbHOro
BigA4iny KiHUiBKM nNpM  HOPMasnbHOMY

dopmyBaHHi ii MpoKcUMarnbHOro Bigainy.

2. Hepopo3BMHEHHS KiHLiBKM (CMOTBOPEHUIA pO3-
BMTOK OKpEMUX cermeHTiB abo cyrnobis). Po3pisHstoTb
Jekinbka hopM HeAOPO3BUHEHHS KiHLIIBKU:

a) ektpomenis (ectromelia) - 3Ha4He
HeJOpPO3BMHEHHS OKpeMoro Biaainy abo Bciel
KIHL|iBKY;

0) nepomenis (peromelia) — BKOPOYEHHS KiHLiBOK
npu HopmarnbHKX po3Mipax Tynyba [10];

B) okomenia (phokomelia) — HeOoOpPO3BUMHEHHS
NPOKCUManbHUX YacTWUH KiHUiBKK, 30kpema BK,
BHACMiJOK YOro HOPMarbHO PO3BUHEHI KUCTI
30alTbCsl NPUKpiNneHMMn 6e3nocepenHbo Ao
Tyny6a [11]. ®okomenis OyBae opHO- i
ABOGIYHOO, iHKOMKM € npouec 3anyyarTbCs BCi
KIHLiBKW.

3. AMHIOTUYHI NepeTskKM (aMHIOTUYHI 3POLLEHHS,
Tski CMMOHapa) (synamnionis) — BOJTOKHUCTI HUTKM
(aMHiOTUYHI TSXI), LLO BUHMKAOTb Y NNO4OBOMY MiXypi
BHacCnigoK 3ananbHOro npouecy B martui, i SBNSAOTb
coboto gynnikaTypy amMHiOTMYHOI 0BO0NOHKK. Y OBinb-
LWOCTi BUNaakKiB Tsbki CMoOHapa He MopyLUyoTb PO3BU-
TOK NAoAyY i He nepeLuKoAXarTb HOPMarbHUM MoMo-
ram, ane TpannsloTbCA BUMNAAKW, KOMW aMHIOTUYHI
TSI MOXyTb 06BMBaTH, 3B'A3yBaTH | 34aBnioBaTh Nnig
abo nynoBuHy, BUKNUKar4M pisHi YBP, 3ymoBntowun
CMHOPOM aMmHIOTMYHUX nepeTskok [12]. HanuacTiwe
TPannalTbCA NEPETSHKKMA HA roMinkax, nepeanniydi n
nanbuax KucTi. BHacnigok rmmbokMx nepeTskok Mo-
XyTb BUHUKATU TPOMIiYHI MOPYLUEHHS, SKi CNpUsioTb
PO3BUTKY CMOHOBOCTI, YaCTKOBOIO riraHTU3My, Tpodiy-
HUX BMPA30K Ta iH.

4. Bpaximenia (brachymelia) — ypomxeHe BkOpoO-
YEHHS KiHLiBKW. € OOHUM i3 KNiHIYHUX NPOSIBIB CUHOPO-
my Pob6iHoBa [13].

5. YpogaxeHi HecnpaBxHi cyrnobu.

3 ypaxyBaHHAM TOro, o oHTonoria YBP «kictok
nosicy BK Ta kucTi BucBiTmeHa Hamu B nonepegHix
ny6nikauisx [1, 14], mu 3pobunun cnpoby y3aranbHUTH
icHyto4i BigomocTi npo YBP kictok nneya Ta nepeg-
nnivys.

MeTta pocnigxeHHA — y3aranbHUTW AaHi nitepa-
TypHUX mxepen wono YBP nneyoBoi, NiKTbOBOI i Npo-
MEHEeBOI KiCTOK, i 3anponoHyBaTH ix knacudikauito.

Pesynbtatn pocnimxeHHs. Ha ocHoBi npose-
OEHOro aHanisy [mKepen HayKoBOI nitepaTtypu, Mu
3pobunun cnpoby ysaranbHWUTK iCHYIOMI BiAOMOCTI Npo
YBP nnevyoBoi KiCTKM Ta KICTOK nmepeanniyus, i npo-
MOHYEMO X Knacudikauito Ta TrymMaydeHHs 3rigHo
andasity.

Ab6paxia (abrachia) — BigcyTHicTb 060X BepxHix
KiHUIBOK, € BUOOM aMertii.

AkcianbHa ekTpowmenia (extromelia axialis) —
HEeOPO3BUHEHHSA MPOKCYMAanbHOro Ta AUCTanbHOro
CErMEeHTIB KiHLIBKW.

Y 2015 poui M. A. Tonkin i K. C. Oberg [15] 3a-
NPOMoHyBanu Knacudikauilo «akcianbHOi eKTpoMenii»
Ta 3anexHo Bi4 CTyMneHsd peaykuii MrevoBOi KiCTKu
BUAINWAW HACTYMHI TUNK:

a — OBV akCianbHWUIA TUM, LWO XapakTepusyeTb-
cs rinonnasieto abo 4acTkoBOK annasielo MnneyoBoil
KICTKM 3 4acCTKOBOI annasieto NpoMEeHeBOi KiCTKU Ta
NPOMEHEBO-NIKTbOBUM CUHOCTO30M,;

b — poBrun akcianbHU TUN, NPK 9KOMY CrocTepi-
raeTbCs HeLopPO3BMHEHHSN (rino-, abo YacTkoBa anna-
3is1) NreYoBOi KiCTKM 1 MOBHa annasis npoMeHeBOI
KiCTKM;

C — MNPOMDKHUIM akcianbHWUM TWM, TUNOBUMWU ANA
SKOro € cybToTanbHa annasis nneyoBoi W YacTKoBa
annasisi MPOMEHEBOI KICTOK 3 NPOMEHEBO-MIKTbOBUM
CMHOCTO30M;

d — NPOMIXXHMI akcianbHU TUN, SKUA XapakTepu-
3yeTbCs CybTOTanbHOK annasiero nneyoBoi i ToTanb-
HOO annasietd MPOMEHEBOI KiCTOK;

€ — KOPOTKUI aKcianbHWUN TUM, NP SKOMY BUSBMS-
€TbCA TOTanbHa areHesiss Nre4oBol | YacTkoBa anna-
3i1 NPOMEHEBOI KiCTOK, MPOMEHEBO-NIKTbOBUN CUHOC-
TO3;

f — KOpOTKMI akcianbHWA TUMN, NPU 9KOMY Tpanng-
€TbCA TOTarnbHa annasis MnrnevyoBoi i MPOMEHEBOI Kic-
TOK.

Mpwn akcianbHin ekTpomenii YHKLiS 3axOnneHHs
nopyLUeHa NoBHICTI0O abo MoXnuBa 3aBasiku 36epexe-
HUM hanaHram nanbLUiB KUCTi; BUABNSETbCA AMcnna-
3ia NiKTbOBOro cyrrnoba i NopyLWeHHs Noro yHKuii,
nepegyciMm posrvHaHHsA. [py UbOMYy BUSBMASETLCH
3MUTTS MAEYOBOI KICTKU 3 OAHIE0 3 KICTOK nepeanniy-
Yd, HasBHICTb NTepuriyma B AinsHui NiKTbOBOI CKnaa-
KW, rinonnasis nneya Ta nepegnniyys, acuminsauis
OfHiEl 3 KICTOK nepegnnivyys, BIACYTHICTb  iHLWOT
(YacTiwe npomMeHeBOI KICTKM), HELOPO3BUHEHHS KUCTI
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Ta M’a3iB, rinoTpodis, MoXnmBe pi3ke BKOpodeHHs BK,
3a paxyHOK nepegniyys i nrneva.

BuainaioTb 4 BapiaHTn Hegopo3BUHEHHSA BK:

1) nneyoBwuii cyrno®, B OCHOBHOMY, PO3BMHEHWIA
npaBuIbHO, BCi pyxu 36epexeHi, nneye 1 ne-
peanniyys npeactaBneHi ofgHiet, 3MuTo i3
OBOX, KICTKOW, 3aranbHa OOBXMHaA SAKOi npub-
NM3HO BIiANOBIAAE AOBXWUHI MIeYoBOi KICTKM 3a
YMOB HOPMW, 0O AMCTanbHOrO KiHUA «nievya»
MPUKPINMIOETLC  YaCTKOBO  HEAOPO3BUMHEHA
KWCTb;

2) nneyoBui Ccyrnod poO3BUHEHWI NPaBWILHO;
nneye i nepeannivyys NpeacTaBreHi OAHiElo,
3MUTOK 3 [BOX, KICTKOK, 3aranbHa [OOBXMHA
AKOI 3Ha4yHO Ginblia 3a OOBXWHY HOPMarbHOI
NneyvyoBoi KIiCTKW; KUCTb HeOOpO3BMHEHa, [O-
CWTb 4YacTo BUABNSAETLCH KyTOBa Aedopmalis B
MicLji IXHbOTO 3MUTTS;

3) nnevyoBur Ccyrno6 pPO3BUHEHUI NPABUITLHO;
nrneyoBa KiCTka HE3HaYHO BKOpPOYEHa, NiKTboBa
KiCTKa HeJOpPO3BMHEHA; A0 BHYTPILLHLOI NOBEP-
XHi OuUCTanbHOro BiAdiny «nneya» npUMUKae
HEe10pPO3BMHEHA KUCTb;

4) nnevoBa KiCTka i nNne4yoBun cyrnob po3BUHEHI
npaBuUnbHO; AUCTanbHWUIA BiOAIN «nneya» npea-
CTaBMEHNA OOHUM MPOMEHEM, SIKUIA 3POCTaETh-
Cs1 3 NN1IEYOBOLO KICTKOIO Mif FOCTPUM KYyTOM, MK
nepegHiMy NOBEPXHAMM Mrieva i nepeanniyys B
AiNSHUi NiKTbOBOro 3rMHY 3HaXOASTHCS LUKIPSIHI
«cKkragku» (nTepuriymmn) i3 pisHUM CTyneHem
aediunTty M'aKuX TKaHUH [16].

«[A3epkanbHa KUCTb» — pigkicHa YBP, sika xapa-
KTEpU3YyETbCA NOABOEHHAM MiKTLOBOI KICTKW, BiACYTHI-
CTIO MPOMEHEBOI KiCTKM i | nanbLsa KWCTI, HaaMnMLLIKO-
BOK KiNbKICTIO ManbuiB, SIK NpaBumo, po3TalloBaHUX
CMMETPUYHO BIOHOCHO cepefHboi NiHil [17]. Okpemi
pocnigHukn [18-20] nponoHytTh U aedopmaito
HasMBaTU «yNbHapHOK  (NIKTbOBOK)  AUMESIE0».
ABTOpU BUAINAKTL 5 PpisHMX TUNIB «A3epKanbHOl
KNCTIi»:

1 Tvn — ynbHapHa guMenid, KNiHiYHMMK NposiBaMun
SKOI € nonigakTunisa, Npy LboMy nepeanniyys yreope-
HO OBOMa MIKTbOBUMMW KicTKamKu. Tun A: KOXHa KicTka
nepeannivyys aobpe ccopmoaHa. Tun b: npeakcians-
Ha NikTbOBa KiCTKa He Mae LMNonoAibHoro BigpocTka
abo cnocTepiraeTbca MOro rinonnasisi.

2 TMN — MPOMDKHUIA, XapakTepusyeTbCs nornigak-
TUnMieo, nepeannivyys yTBOPEHO ABOMA MiKTbOBUMM
KicTkKamun (OQHa 3 SKUX € PYAMMEHTapHOL0) i OfHIEto
NPOMEHEBOO KiCTKOH.

3 VN — NPOMDKHWUWA, NPU SIKOMY B YTBOPEHHI Me-
peannivya 6epyTb y4acTb NO OAHIW MiKTLOBIN i Npome-
HeBil KiCTUi, TpannaeTbcsa nonigaktmunisa. Tun A: npo-
MeHeBa kicTka gobpe cdopmoBaHa. Tun b: npomeHe-
Ba KiCcTKa rinonnacTuyHa.

4 TN — «A3epKanbHa KUCTb» NPU Pi3HUX CUHOPO-
Max XapakTepu3yeTbCs OBOGIMHMM YypaKEHHSIM, CUH-
nonigaktunieto. lNpu UbOMY BUABMAKTLCSA
«[3epKarnbHi cTonu» Ta ypoaxeHa gedopmaldis Hoca.
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Tun A: Sandrow cungpom (nepeannivyysa yTBOpeHe
ABOMa NiKTboBUMY KicTkamu) [20]. Tun b: Martin cuHa-
pom (nepennnivyysi yTBOpEHe OOHIEI0 NIKTbOBOI i OOHI-
€10 MPOMEHEBOIO KicTkamu) [21].

5 TMN — NOABOEHHS KUCTi — NOBHE MOOBOEHHS KUC-
Ti, B TOMy yucri 1 | nansus, 3 HOpMarbHO PO3BUHE-
HUM Nepeannivyyam.

Oumenis (dimelia) — noABOEHHS KiHLIBOK.

IHTepkanapia (intercalaria) — BigcyTHicTb abo
BMpaXeHa rinonnasig npoKCUManbHOI YaCTUHW KiHLiB-
kn. Mpw uin YBP npaktnyHo BigcyTHi 3miHM B 6yOoBi
CKerneTy KUCTI.

Kocopykictb (manus vara) — YBP BK, ska 3ymo-
BrieHa noBHMM abo 4YacTKOBUM HEAOPO3BUHEHHSIM
OAHI€T 3 KICTOK Nnepeannivys, WO CAPUYMHSE BiAXUNEH-
HS KUCTI B BiK yparkeHHs.

JlikTboBa KOCOpYKiCTb — NPOSBNAETLCA Aedop-
MaLi€lo, BUBEPTAHHAM Ta BKOPOYEHHAM nepeanniyys,
NiKTbOBOIK AeBiali€ld KUCTI, NMOPYLUEHHSAM (YHKUIA y
NiKTbOBOMY Ta MPOMEHEBO-3an’ACTKOBOMY cCyrrobax;
MOX€e MNOEHYBATUCA 3 Pi3HUMM aHOManisiMu KUCTI,
HanpvKknag CUHAaKkTurielo Ta annasieto nanbuis. dop-
Ma niKTbOBOro cyrnoba 3miHeHa, pyxv y HboMy obme-
)eHi abo BiACYTHI, O NOB’A3aHO 3 BMBUXOM FONOBKU
BUKPUBNEHOI NpoMeHeBoi kicTku [1]. Mpu uin YBP,
nepegnnivyysa 3aBXaM BKOPOYEHo i gedopMoBaHO 3a
paxyHOK pi3HMLi B [AOBXWHI MiKTbOBOI i NMPOMEHEBOI
KICTOK, @ TaKOX 3a paxyHOK BOJIOKHUCTOro Tsbky. Yac-
TOTa NiKTbOBOI KOCOPYKOCTi cTaHoBUTbL 1:150 000 Ha-
ceneHHs [22]. IcHye pekinbka knacudikauin ypomxe-
HOI NiKTbOBOI kocopykocTi [10, 23-24], 3okpema BUAI-
nawTb 4 11 TMnu:

Tun | — yacTkoBe HEOOPO3BMHEHHSA OUCTaNbHOrO
BiOAiNy NikTbOBOI KICTKN.

Twn Il — rinonnasia go 50 % NiKTbOBOT KiCTKMN.

Twvin Il — annasis NikTbOBOI KiCTKN.
Tun IV — HasiBHICTb nne4ve-npoMeHeBOro CUHO-
CTO3y.

IHWi aBTOpM y Knacudikauii NPOMOHYIOTb Bpaxo-
ByBaTW CTYMiHb HEOOPO3BUHEHHS NIKTbOBOI KiCTKM,
BENWYMHY KYTOBOTO BiAXWUMEHHS nepennniyys n KACTI
Ta pyHKUiOHanbHI nopyLueHHs [25].

Okpemi gocnigHukn [26] BUAINATL TpU CTyneHs
NIKTbOBOI KOCOPYKOCTI:

1 cTyniHb — rinonnasis NikTbOBOI KICTKN He BinblLue
4num Ha 1/4 Big 3aranbHOi Ti JOBXMHU (BIiACYTHICTb il
ONCTanbHOrO KiHUS);

2 CTyniHb — HasABHICTb PyAUMEHTAPHOI NiKTbOBOI
KiICTKM, [OOBXWHa kol Big 1/3 go 2/3 Hopmu
(BiACYTHICTb NMPOKCMManbHOrO i KiHUSA);

3 CTyniHb — NOBHA BIACYTHICTb MIKTbOBOI KICTKM.

Makpob6paxisi (macrobrachia) — 36inbLueHi Bepx-
Hi KiHLiBKWN.

Mikpo6paxisi (microbrachia) — amMmeHLLeHi BepxHi
KiHLiBKW.
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Makpomenia (macromelia) — 36inblUeHHsT KiHLi-
BOK.

Mikpomenia (micromelia) — 3MeHLWeEHHS KiHUi-
BOK.

MoHo6paxiss (monobrachia) — BigcyTHICTb ogHi€El
BEPXHbOI KiHLiBKN.

HoTtomenisa (notomelia) — gpoaaTkoBi KiHUiBKM Ha
CIMUHI.

Mepomenia (peromelia) — mana AoBXWHaA KiHL-
BOK Npu HopmansHoMy Tyny06i. Po3pisHaoTb Taki ii
opmu:

a) noBHa nepomenia (peromelia complexa) — BK
BiACYTHSA, BignosigHunm Bigain  Tyny6a
3aKiHYyEeTbCS OAHUM PYAUMEHTapHUM narnbLem
abo LLKIpHMM BUCTYMNOM;

6) HenoBHa nepomenis (peromelia incomplexa) —
nreyoBa KiCTKa HeJOpPO3BMHEHA | 3aKiHYYETLCA
pyauMEeHTapHMM  nanbuem abo  WKipHUM
BUCTYMNOM.

MneyoBa rewmirineptpocpia (hemihypertrophia
brachialis) — ogHoOGi4He 36inbLIEHHA po3MipiB Nnevo-
BOI AinsiHkK. [aTtonoriyHni npouec nokanisyetbcs, Sk
npaBuno, y M'SKUX TKaHuHax (LWKipa, NigwkipHa KniT-
KOBUWHA, M'A3M1), iHOAI 3any4YaeTbCa N KiCTKOBA TKaHW-
Ha. emirinepTpodis nepeBaxHO BUHWKaE BHaCMigoOK
aHomarnin po3BUTKY KPOBOHOCHMUX i NiMaTUYHUX Cy-
avH. Moxe 6yTn ogHum i3 npossiB cuHapoma Kninne-
nsa-TpeHoHe [27], iHoai TpannaeTbCcsa Npu ypoaXeHoMmy
riraHTM3Mi, akpomeranii, rinoTMpeosi, CUCTEMHIN CKre-
poaepwmii.

Monimenia (polymelia) — MHOXWHHICTb KiHLiBOK.
ByBae cMMETPUYHOIO 1 aCMMETPUYHO.

MpeakcianbHa Ta nocTakcianbHa MO3A0BXHi
pedopmadii — BigcyTHicTb abo rinonnasisa BignNoBiAHO
nepenocboBOi  (MpeakcianbHOl)  Ta  N03aoCbOBOI
(nocTakcianbHOI) YaCTUH KiHLiBKM.

NMpomeHeBa kocopykicTb — YBP BK, ska xapak-
TEepU3yeTbCA MO3[0BXHIM HEAOPO3BUHEHHSIM KICTOK
nepegnniyys Ta KUCTi 3 NpOMeHeBoro 6oky, LWo nons-
rae B rinonnasii NPoOMeHeBOi KICTKM i NepLoro nanbua
Pi3HOrO CTyneHs BUpaXeHHs. YactoTa npomeHeBoi
KocopykocTi pisHa: Big 1 Bunaaky Ha 30 000 go 1 Ha
100 000 HosoHapomxeHux [28]. lMaToreHeTUYHUMMU
YMHHMKaMKM Uiei aHomanii € AeCTpyKuid TKaHuHK, 3
SIKOI PO3BMBAETLCA KicTka, abo mopyLueHHs ii Mopdo-
reHesy. IcHye gekinbka knacudikauii ypooxeHoi npo-
MEHEBOI KOCOPYKOCTI, 3rigHO OfHI€l 3 skmx [29] po3pis-
HAOTb YOTUPM 1T TUNK:

Tun | — YyacTKoBe HEOOPO3BUHEHHSI OUCTarNbHOMO
BiAAiNy NpOMEHeBOI KiCTKW.
Tun 1l — rinonnasis gucrtanbHoro abo npokcuma-

TNBHOTO KiHUSA NMpOMEHeBOI KicTkn Ao 1/3 Bia ii goBxu-
HW, WO NpM3BOAUTL A0 HECTabINbHOCTI Y NPOMEHEBO-
3an’aCcTKOBOMY Cyrobi.

Tun 1l — rinonnasis NPoOMeHeBOI KICTKM Npu HasiB-
HOCTI TiMbKM Ti MPOKCMMarnbHOrO BigAginy.

Tun IV — annasia (noBHa BiACYTHICTb) NMPOMEHEBOI
KICTKWN.

BuainsoTb Tpy CTyneHs npoMeHeBOT KOCOPYKOCTI
[30]:

1 cTyniHb — rinonnasia aucTanbHOro KiHus abo
BiOAiNny NPoOMeHeBOI KICTKM Ta BKOpoYeHHst Ao 50% Big
11 JOBXUHK;

2 CTyniHb — pyAMMeHTapHa NpomMeHeBa KicTka Ta
BKOpoYeHHs GinbLue 50% Big, i 4OBXUHM;

3 cTyniHb — annasisi NPOMEHEBOI KICTKN.

MpomeHeBo-NikTbOBMI cuHocTo3 (radiocubital
SYyNnostosis) — 3poLUeHHS KICTOK nepeannivyyg, nepe-
BaXXHO, Y NPOKCMManbHOMYy Bigdini, 3a paxyHoK nepe-
TUHKM, fIKa B noarnblUOMy KOCTEHI€, O NpU3BOaUTb
[0 HEMOXNUBOro MpuBEpTaHHA Ta BiaBepTaHHsA. He-
[OPO3BMHEHHS KICTOK Mepeansiyys 4acto NOEAHYETb-
Csl 3 HEOPO3BUHEHHSAM AMUCTanbHOMO KiHUSA MeyoBoil
kictkn. lMepegnnivds pikCyeTbCAa B NOMOXEHHI Kpau-
HbOI NpoHadii. [onoBka NpomMeHeBOI KiCTkn gedopmo-
BaHa — BMOOBXeHa, 3MillleHa Y npokcMManbHOMY Ha-
npsiMKy. Yactota npOMEHEBO-MIKTbOBOMO CUHOCTO3Y
cepepn ycix ypomkeHunx gedopmadin BK konusaetbcs
Big 1,12 [31] mo 9,35 % [32], a cepen YBP onopHo-
pyxoBsoro anapaty Big 0,11 po 0,61% [33-34]. Takox
pi3He cniBBiAHOLWEHHS OBOGIYHOrO CUMHOCTO3Yy A0 Of-
HobiuHoro: 4:1 [35] Ta 2:1 [36].

CUVHOCTO3 NIIeYOBOI KICTKM i NiKTbOBOT KiCcTKK, abo
NpoOMeHeBOI Ta NiKTbOBOI KICTOK (nnevoBuii abo npo-
MEHEBO-IIKTbOBUN CMHOCTO3) MOXe BUABNATUCH MpU
cunapomi  Antni-Bikcnepa (MIM  Ne201750;
Ne208410).

BuainsaoTs 4oTMpKM TUNKM MPOMEHEBO-NIKTEOBOrO
cunHocToay [37-38]:

| TN — BOMOKHWUCTUA CUHOCTO3.

Il TMN — KICTKOBWUI CMHOCTO3 i3 HEQOPO3BUHEHHAM
rOMNOBKM NMPOMEHEBOI KIiCTKM.

IIl TN — KICTKOBUI CUHOCTO3 i3 3agHIM BMBUXOM
rOfIOBKN NMPOMEHEBOI KiCTKM.

IV TMn — KiICTKOBMI CMHOCTO3 i3 NepeaHiM BUBUXOM
rofIOBKMU NPOMEHEBOT KICTKMW.

Cnig 3asHauuTn, wo npu | Tuni poTtauiviHi pyxm
nepeannivyysa BigcyTHi. [onoBka NPOMEHEBOI KiCTKM
Moxe OyTn 6e3 3miH, abo MaTu HEeBENUKUIA Haxun y
BEHTpO-NarepansHoMy HanpsamMmky. Metadis npomeHe-
BOI KicTKM notoBLyeHun. Mpu Il TMNi ronoeka npomeHe-
BOI KiCTKM He gudepeHuitoeTbes. Mpu 1l Tvni npome-
HEeBO-IiKTbOBOIMO CMHOCTO3Y BUSIBNSETLCHA 3adHi abo
3aJHbO30BHILLHI/ BMBMX MPOMEHEBOI KiCTKM, rofioBka
AKOI rinonnasoBaHa. BiacyTHi aHaTOMIYHI BUTMHM LUNIA-
k1 npomeHeBoi kictku. Mpu Il i 1l Tnax, giacis npo-
MeHeBOI KicTM Mae ayronodibHy dopMy 3 KyTOM, Biak-
pUTUM L0 NiKTbOBOT KiCTKU. Lle Hambinbl Tskki TmMnw,
TOMY IO NPOHALiNHE NOMNOXEHHS nepeannivyysa € Mak-
cumansHuM. BoHo nepesuye 60° B 75% i 82,8 %
BiANOBIAHO.
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Ons IV Tuny xapaktepHuMm € 30inblueHHs meTadi-
3a NpoMeHeBOi KicTkn. Ha upomy piBHIi nMpomeHeBa
KiCTKa pi3KO BigXunsetbecst Bneped. TakuMm YMHOM, ro-
noBKa BUSIBNSETLCSA Y NnepeaHboMy BuBuxy [39].

Cummenisa (symmelia) — 3pOLLEHHST KiHLIBOK.

Tpubpaxia (tribrachia) — noTpinHi BEpXHi KiHUIB-
KW.

YpomkeHa Kykca nepegnnivyya (cuxa ante-
brachii congenita) — BiacyTHICTb gucTansHOro Biagi-
ny BK. Us YBP BK Ttpannsetbca y 66,7% Bunagkax
[26]. Mo piBHIO HEAOPO3BUHEHHA Nepeannivya po3pis-
HAKTb OOBri Ta KOPOTKi Kykcn. OCTaHHi TpannsawTbes
HanbinbLw YacTto (y 59% Bunagkax) Ta BUSBMSOTLCH B
MeXax BEPXHbOI, CepefHbOl N HUKHBOI TPETUH. PyHK-
Lis 3aXOMfeHHs1 BIiACYTHS, BU3HA4YaeTbCs CrabKicTb
M’si3iB HeJopo3BUHeHOI BK i nnevyoBoro nosica, Hego-
PO3BUMHEHHS | BKOPOYEHHS MIEeY0BOI KiCTKM, HEAOPO3-
BMHEHHS1 3B'I3KOBOrO anapaTy NiKTbOBOro cyrnooby,
noro pekypsauis (nepeposrMHaHHs). 3azHauymumo, Lo
YMM KOPOTLUA KyKca, TUM Binbll BUpaxkeHa pekypsa-
uis. Takox BUSBMNSIETbCA BanbrycHa gedopmadia Ta
Jedopmadia KiICTOK nepeannivyys, HasiBHICTb BUpaxe-
HUX pyaumeHTiB nanbuiB. MNepeanniyua moxe 6ytn
npencTaBreHo OfHie KicTKow (NMpomMeHeBow abo
NiKTbOBOID).

YpomkeHa Kykca nneda (cuxa brachii con-
genita) — YBP nonepeyHoro tuny, WO XapakTepuay-
€TbCA  BiACYTHiCTIO  gucTtanbHux  Bigginis  BK
(nepegnnivys, KucTi). PO3pi3HAIOTb KYKCM CTOCOBHO
piBHS HEOOPO3BMHEHHS Aiadisa NneyvyoBOoi KiCTKU: KO-
poTKa, OOBra, B Mexax BEepXHbOi, CepeaHbOi Ta HUX-
HbOT TPETUH. TpannaeTbCa NOBHE MOPYLUEHHS YHKLT
3axOreHHA; HasiBHICTb MEBHOro 3anacy M'akuxX Tka-
HWH; MOXyTb OYyTW MPUCYTHI PYAMMEHTW, acumeTpis
nepegnnivyys, HeAOPO3BMHEHHST NMPOKCUMANbHOro Bia-
4iny nneya i nepegnniydys, nnevoBoro cyrnoba Ta
Moro rinepMoBinbHiCTb, NiABUBKX Nneya.

®dokomenia (fokomelia) abo TioneHenogibHa
KiHUiBKa, Npu SKi cnocTepiraeTbCa BiACYTHICTb abo
3Ha4YHe HEeOOPO3BMHEHHSA MPOKCMMarbHUX Biaginis
KIHLIBOK, BOAHOYacC cTonu 3’efqHytoTbcs 3 Tynybom 3a
[OMOMOroK KOPOTKMX KyKC. |HOAI B npouec 3anyya-
HOTbCS SK HVXKHI, TaK i BEPXHIi KiHLiBKW.

G. Tytherleigh-Strong, G. Hooper [40] Ha ocHOBI
KNiHIKO-PEHTreHono-riYHOro JOCNIAKEeHHA 24 nauieH-
TiB 3 44 HeOOPO3BUHEHVMMU KiHLIBKaMK, 3 ypaxyBaH-
HAM aHaTOMIYHMX CrMiBBiAHOLLIEHb CEerMeHTiB nneva i
nepeannivyyg, 3anponoHyBanu knacudgikadito gokome-
nii BK i3 BugineHHam 3 nigrpyn:

— TN A — HEOOPO3BMHEHHS MIEYOBOI KiCTKM, €

TiNbKK ofHa 3 KICTOK nepeannivys;

— Tun B — Hegopo3BMHEHHS NNEeYoBOi KiCTKU Ta

000X KICTOK Nepeannivys;

— Tun C — pyAUMMEHT Mne4yoBOi KICTKN YTBOPHOE

€OVHNIA KICTKOBMIA ONOK 3 ofHielo 4n aBoma
KiCTKamu nepegnnivys.

ornagu nitepatypu

A. A. KonbuoB [41] nigkpecnioe, WO TEpPMiH
«(OKOMENisA» MNO3Ha4Yae TiNbKM MEBHUMA 30BHILLHIN
Burnag BK, sika pisko BKOpoYeHa, 3 HEeBUPaKEHUMU
cerMeHTamu nneya i nepeannivyg, kucto. OcTaHHA
noymHaeTbca Big Tynyba Ta nobygoBaHa 3 AEKiNbKOX
NPOMEHIB | HE XapaKTepuaye KiNbKiCHO-AKICHUA cknag
ckerneTa KiHUIBKW. Y TOM Xe 4ac, npu geskux dopmax
NMPOKCMMAarnbHOrO0 HEAOPO3BUHEHHS  KiHLBOK, BOHMU
KMiHIYHO 30BCiM He noAdibHi Ha nactu THoNeHs.
H. R. McCarroll [42] npu nocTaHOBLi AiarHo3y ekTpo-
Menii 3aMiCTb TepMiHa «MNpOKCMMarbHa eKTPOMenis»
BMKOPUCTOBYE «akcCiarnbHa eKTpoMenis», WO MOXHa
MOSICHUTM TUM, L0 NpU Takmx hopmax HeJOPO3BUHEH-
HA, K MpaBuno, ypaxeHi Bci cermeHTn BK — nneve,
nepeannivyyga ta kuctb. Ak Haronowye A. A. KonbLos
[41], Taki Hanbinbw PO3NOBCIOMKEHI TEPMIHW, SAKi Xa-
pakTepuaytoTb uiny rpyny YBP BK, — «dokomenis»,
«AN3Menia», «<HeJOPO3BMHEHHA BCiX CETMEHTIB KiHLiB-
KM», «akcianbHa eKkTpoMmenis», He BigobpaxarTb
CMNpaBXHbOI KNiHIKO-PEHTreHONOorYHOI KapTUHU  3MiH
Henopo3BuHeHHs BK. Tomy, onTMuManbHUM TEpMiHOM,
AKMN BigoOpaXkae CYTHICTb BULLE 3a3HaYeHWX aHaTto-
MO-(PYHKLiOHaNbHUX 3MiH, € «NpOoKCUMarnbHa eKTpo-
Menig» i Ha CbOrOAHILWHIA OeHb € akTyarnbHUM 3a-
BAAHHSAM CTBOPEHHA Knacudikauii npokcMMarnbHUX
dopm ekTpomenii.

BuainsoTb Taki Bugu dpokomenii:

a) noeHa d¢okomenis (focomelia complexa) -

BiICYTHICTb KiCTOK nneva Ta nepeannivydsi, npu
LbOMY UifIKoM cdopMOBaHa KUCTb BiAXOOAUTb
6esnocepeaHbO BiA4 MiCLUS MNPUKPINNEHHA [0

TynyOa;
6) npokcumanbHa dokomenisa (focomelia proxi-
malis) — BIACYTHICTb MMNeYyoBOl KiCTKM, npu

LUbOMY KUCTb MPUELQHYETLCS 3a [OMOMOroto
30epexeHnx KiCTOK nepeannivys.

B) QAuctanbHa ¢okomenis (focomelia dystalis) —

BiICYTHICTb KiCTOK mepegnniyysi, B pe3ynbTari
YOr0 KUCTb MPUKPINIOETBCA [0  MNEeYoBOI
KiCTKM.

XpoHiyHun niaBMBuX KUCTi abo aecopmauis,
abo xBopoba MapenyHra (morbus Madelungi) —
nokanbHa enicizapHa gucnnasis, ska xapakrtepusy-
€TbCS BKOPOYEHHSM MPOMEHEBOI KICTKM Ha 4-5 CM i
BMBMXOM (NiABMBUXOM) MiKTbOBOI KiCTKM, LIO 30BHi
NPOSIBNAETLCA BUMMHOM TFOSTIOBKM NIKTbOBOI KiCTKM i
3MIiLLIEHHSAM KUCTi B AONOHHY CTOPOHY. Buie 3asHadve-
He 3yMOBIIOE CBOEPIAHY LUTMKOMOAIOHY Aedopmalito
NPOMeHeB0-3an’aCTKOBOro cyrnoba, sika po3BMBaETb-
Csl BHACNIAOK MepegyacHoOro 3akpuTTs OUCTanbHOI
enicizapHOi 30HN POCTY NPOMEHEBOI KICTKM, L0 Npu3-
BOAUTb A0 ii BkopodeHHs [43]. [lliBmicaueBa kicTka
HaBUCae Haf OOMNOHHUM KpaeM enidiza NMpomeHeBOi
KicTkn. Bucota gncranbHoro enigiza no npoMeHeBin
CTOPOHI 3HAYHO NepeBULLYE NOro BUCOTY MO NiKTbOBIN
cTopoHi. OCHOBHOI NPUYNHOI AAHOI NaTonorii € guc-
NNacTU4Hi NopyLleHHs B enididi NpoOMeHeBOI KiCTKU
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MenowuyHi Haykun

MOCTHaTanbHOro  XapakTepy, npu  HOPMarbHOMY
pO3BUTKY MiKTBOBOI KiCTku [44]. YacTtota gedopmauii
MagenyHra 1:2000-1:4000 HaceneHHs [45]. Tpanns-
I0TbCA POOOTH, B SIKMX OOBEOEHO iCHYBaHHS 3B'A3KY
MiX po3BUTKOM AdedopMauii MagenyHra Ta reHeTud-
HOl aHoMmanieto (abepauieto cTaTeBMX XPOMOCOM),
(PEeHOTMMOBNM MPOSBOM SKOI € 3aTpumKa CTaTeBoro
[03piBaHHA | MEHCTPyanbHOro uukny [46].

Wnctomenia (schistomelia) — posLwienneHHsa
KiHUIBOK [47].

YBP BK TpannsatoTbCa TakoX i Npy Takux CUHAPO-
Max siK:

Apamca-OniBepa cuHgpom (MIM Nel00300;
Ne614219; Ne614814; Ne615297; Ne616028;
Ne616589) xapaKkTepn3yeTbCsa HAsiBHICTIO MONEpevHnx
OedekTiB KiHLIBOK Ha (DOHI OCHOBHUX MPOSBIB MIKpO-
uedbanii Ta annasii Wwkipw.

EnTnia-bikcnepa cuHgpom (MIM Ne207410).
Mpn paHoMy cuMHAPOMI CMOCTepiraeTbCA MNaTonoris
yepena: nepegyacHe 3poLLeHHs LWBIB (KpaHioCcTeHo3),
6paxiyedpanis, B pedynbTati 4yoro nob pi3ko BUCTynae
Brnepen, 4depen HabyBae TpaneuienogibHoi dopmu,
CNUHKa Hoca BiACYTHS, 06nmyys pi3ko rinonnasosaHe,
BUMNWHAHHSA OYHUX s16MYK (eK30pTanbM) i3 OYHMX SIMOK,
HIC HEJOPO3BMHYTUI, Hi3Api BUBEPHYTI, BYLUHI PakoBu-
HW ManeHbKi, AedOopMOBaHi, CTEHO3 CIyXOBUX XOfiB,
nponTo3.

MaTonoria ckeneTta: CUMHOCTO3WU TpybByacTux Kic-
ToK. [NocTiiHa 03Haka — NPOMEHEBO-MIKTbOBUIN CUHOC-
TO3, pyxu B NiKTbOBOMY cyrnobi pisko obmexeHi. pya-
Ha KniTKa 4acTo BKOpOYEHa, CMHOCTO3M KICTOK 3an’sacT-
Ka, KOHTpakTypu B ApibHux cyrmobax kuctenm i cronm.
BupoBxeHi kucTi i ctonu.

KapnukoBocTi TaHatodopHoi cuHgpom (MIM
Ne187600; Ne187601) — ogHa 3 HaWbiNbLL NOLIMPEHUX
aucnnasin, wo Tpannsetbca B 1 i3 45 000 HoBOHapo-
OxeHnx. CUHAPOM XapaKTepu3yeTbCsi Haa3BuYariHO
KOPOTKMMW  KiHLiBKaMu, [OOBrMM BY3bKMM Tynybowm,
BEITMKOIO rOSI0BOIO 3 OMYKIINMM YOSOM, eK30(hTanbMOoM,
rinonnasield KOpPeHsi HOCAa, LUMPOKMM TiM'AYKOM. ICHye
ABa Tunu cuHgpomy. TaHaTtodopHa aucnnasia | Tuny
BiQPI3HAETLCA HASABHICTIO BUFHYTUX CTEMHOBUX KICTOK i
cnniocHyTMX xpebuis. TanatodopHa gucnnasia Il -
ny xapakrepu3yeTbCa NPSAMUMU CTErHOBUMU KiCTKamMm
i aHomanielo yepena y Burmsagi TpunucHuka. CmepTb
HacTae B HeoHaTanbHOMY nepiofi Big AuMXanbHOI He-
pocTatHocTi. Yacto mig yac BariTHOCTI TpannsieTbca
nonirigpaMHioH. XapaktepHa MiKpOMenisi, KOHiYHa
¢dopma nanbuiB KACTEW, Makpouedania, 4McenbHi
LLKIpHI CKnagku.

KopHenis pge Jlanre cungpom (MIM Nel122470;
Ne610759; Ne614701; Ne300590; Ne300882) xapakTe-
pU3yeTbCA MiKpoMeniet, okomeniel, KpunTopxis-
MOM i CUHOOPU3OM.

Nanpxepa-CanbgiHo cungpom (MIM Ne200610).
MokasoBMMKM O3Hakamu Tuny | € BenvkuiA BUCTynat-

4ynii No6; nnocke obnMyYs, BOABNEHWUI HIC i3 BUBEPHY-
TMMK Hi3gpsmu, nigbopigoa 6e3 ocobnueocten. Ko-
poTka WS € MOCTINHMM MPOSIBOM axOoHOpPOreHesy,
He3anexHo Big Tuny. MNpwu rinoxoHgporeHesi Tuny Il —
06nmyysa He ypaxeHe. Y OiTen 3 UMM 3aXBOPHOBaHHAM
BKOPOYEHi BEPXHi Ta HWXHI KIHLiBKMN.

Ona 1l Tuny xapakTepHO: MiKpoMenisi, Kapruko-
BiCTb, LWiNMHa nigHebiHHS, rirpoma, kopoTka wus, 604-
KonogdibHa rpyaHa Knitka, KOpoTKMIA Tynyb, KOpoTKi Ta
ropu3oHTanbHO po3milleHi pebpa, knoumui 6e3 ocob-
TIMBOCTEMN, XUBIT 30iNbLLUEHNN.

Harepa cungpom (MIM Ne154400) — HasiBHi pagi-
anbHi aHoManii KiHLUiBOK Ha (OHi MiKporHaTii, LWinuHu
ryéu Ta iH.

Hiepxodda-Xyb6Hepa cuHgpom (MIM Ne241500).
Mikpomenisi B HOBOHApO[KEHOro 3 HOpPMaribHOK [A0B-
XMHO TiNna; Hanagu BUMPaXXeHUX CyLOM BXe B MnepLui
[OHi XKWTTSA; aHomanin obnuyys He TpanndeTbcs. Jle-
TanbHICTb HAcTae B NepPLUi TUXHI XUTTS.

MaHuyuTtoneHii  ®aHkoHi cuHgpom (MIM
Ne227650 AHemia ®PaHkoHi, Tvn 1; MIM Ne227660
AHemia ®ankoHi, Tun 2; MIM Ne227645 AHemia daH-
KoHi, Tmn 3; MIM Ne227646 AHemis ®aHkoHi, Tnn 4)
XapakTepusyeTbCa pafianbHuMm aedektoMm npu 3a-
ranbHin KapTuHi Mikpouedanii, naHuMToNeHii Ta aHo-
Marnin oyen.

MapeHTi-Ppakkapo-XaycTtoHa-lappica cuHA-
pom (MIM Ne200600; Ne600972). Ona tunie A i B
CMiNbHMMM O3HaKaMu €. MIKpOMEnisl, KapriMKOBICTb,
HeocudikoBaHi KICTKM CTOMN, MepTBOHapOOXXeHHs abo
CMepThb Bigpasy nicnst HAPOOKEHHS.

Ona tuny IA xapakTepHO: Nnocke nepexiccs, Ko-
POTKMI HIiC, BMBEPHYTI Hi3api, kopoTka wwuda. bouy-
KonogdibHa rpygHa Knitka, KOPOTKi 3 MHOXWUHHMMMW ne-
penoMamu pebpa, KOPOTKi LUMPOKI Knouumui, rinonna-
30BaHa nonaTka, XWBIT 36inblUeHnn, Yepen noraHo
ocudikoBaHWUin, HeocudikoBaHi Tina xpebuiB, LUNIAHI i
BEPXHi rpyaHi Aayrm xpebuis ocudikoBaHi. KopoTki
KiHUiBKM, YaluonofibHa cTerHoBa KicTka 3 MpoKcMMa-
NbHUMK WMnamn meTtadisiB, KOPOTKi, LUIMPOKI Benu-
KOTOMINKOBI  KICTKW, KOPOTKIi MPOMEHEBI KICTKM, He
ocudikosaHi kicTkm BK. Cnoctepiraiotbca Habpsku 1
riApamHiOH.

Ona Tuny IB xapakTepHo: nnocke ob6nuyus,
BY3bKa rpygHa KniTka, TOHKi KOpOTKi pebpa, NOOAMHOKI
nepenomu pebep, rinonnasosaHa nonartka, 36inbLue-
HUA OKMBIT, naxBoBi, nynkosi rpuxi. Ocudikauis
Yyepena BigcTae Big rectadiviHoro Biky. BigcyTHsa abo
MiHiManbHa ocudikauis Tin xpebuis. Hegopo3suHeHs
knyboBi KicTKM, HeocudpikoBaHi CigHWMYHI Ta NOOKOBI
KicTkn. Pi3ko BupaxeHa Mikpomenisi, KOpPOTKi i LLUMPOKi
Tpy64acrTi kicTku. MonirigpaMHioH.

Po6eptca cuHgpom (MIM Ne268300) — xapakTe-
pu3yeTbcs BapiabenbHICTIO 03HaK, YacToO BUSBMSIETLCS
TeTpadpokomenis, winuHa rybu i nigHeGiHHA, Mikpor-
HaTist Ta CNNeHoroHagHe 3nUTTS.
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Po6iHoBa cunpgpom (MIM Ne180700; Ne268310) —
TSKKA CKeneTHa Aucnnasia 3 reHeparisoBaHyM BKOPO-
YEHHSsIM KiHLiBOK, CerMeHTHUMn gedbektammn xpebta,
Gpaxigaktunieto i nuuesoto amamopdieto. Oucnponop-
LiNHMA  KapnukoBuW 3picT, OGpaximenis, rinepteno-
puaMm, BigkpuTa rigpouedanis, aHTUMOHIOMOIAHUN
po3pi3 O4en, KMpnaTui Hic, BUCTynaro4e 4ono, rinon-
nasis HWXKHbBOI Lenenu Ta cepefHboi YacTUHU 06nny-
45, pOT TPUKYTHOI chopmu, aucnnasis 3y6is, rinogoH-
Tig, aHOManii po3mileHHst 3y6iB; rinonnasis KanuTku i
CTaTEeBOro 4neHa, KpUNTopXxiaMm; rinonnasis knitopa n
Manmx COpoOMiTHMX ry0; BKOpOYeHi KiHLiBKM (0cobnnBo
KicTkn nepeanniyus), YBP cepus, TpaHcnosuuii maric-
TparnbHUX apTepin.

Tpom6ouuToneHia 3 BiACYTHICTIO NpoMeHeBUX
KicTok (TAR-cuHgpom; MIM Ne274000) — xapaktepu-
3yeTbCH YPOAXKEHO ABOBGIYHOK MPOMEHEBOIO KOCOPY-
KicTto, YBP nnevoBux kicTok i nne4yoBoro cyrno6a.
BigMiHHa o3Haka gaHoro cuvHOpPoOMy — 306epeeHHs
nepLlioro npomeHst kucti. Yactota TAR-cuHapoma 1
Ha 100000 HoBoHapoaxeHux [48].

®doH Bocc YepcTBosi cungpom (MIM Ne223340) —
noegHaHHs ookoMenii, TpombouunToneHii, eHuedarno-
Lene i ce4ocTateBUx aHoMarin.

Xanrapra (ll) cungpom (MIM Ne103300) — cimen-
Ha OM30CTOTMYHa KombiHoBaHa YBP, sika xapaktepu-
3yeTbCHA NepoMenieto i MikporHatietro. Komnnekc rinon-
nasii wenenHo-nNMueBOi AiNsSHKK i KiHLiBOK. BigHOCUTL-
CA 0O CUHOPOMIB YepenHO-HMKHbOLLENEnHo-N1LeBol
aunsmopdii.

XonTta-Opama cuHgpom (MIM Nel42900) — ne-
peacepgHo-nansLeBa gucnnasis, Wo € CrnagkoBo
kombiHoBaHow YBP, ska xapaktepusyetbcs gedek-
TOM MiXnepeacepaHoi neperopoakn i aucnnasieto
KucTi; BigHocuTbea oo YBP cepus. TpannstoTecs aHo-
Manii monaTtku i NiKTbOBMX KIiCTOK.

CHILD-cuHpgpoMm — xapaktepuayeTbcs AedeKkToM
KiHLIBOK, YPOMXXEHOI remigncnnasieton Ta LUMCTOXen-
nieto (winuHoto ry6).

ornagu nitepatypu

Mpn VAGTERL-acouiauii (MIM Ne192350) tpan-
nawTbcA aHomanii xpebTa, aTpesia BiaxigHuka, YBP
cepus i HUPOK, Tpaxeo-CTpaBoXigHa Hopuus, atpesis
cTpaBoxofy Ta AedeKTn NPOMEHEBOI KiCTKM: rinonna-
3ia | nanbusi abo MpPoMeHeBOI KiCTKW, MpeakcianbHa
nonigakTunisa 4n cuHpaktunis. lNMoctaHoBka AiarHo3y
VAGTERL-acoujauii y HoBOHapoaxeHoro 6Gasyetbcs
Ha HasiBHMX TPbOX i3 BMLUIE3a3HAYEHUX CHMMMTOMIB.
Yactota VAGTERL-acouiauii 'y HOBOHapoOmKeHUX
ctaHoBuTb 1:10000-40000.

Penykuis KiHUIBOK MOXe TpanmnaTucs i npyu CUHA-
pomax [epbe, Poland-nocnigosHocti Ta PobepT-SC-
dokomenit.

3akntoyeHHs. [1OpyLIEHHs PO3BUTKY Me3eHXiMu
Ha 4-8 TWXHAX NpeHaTanbHOro rnepiofa OHTOreHesy
NpV3BOAUTE A0 BUHWKHEHHSI YPOMXEHUX Bag BEPXHiX
KiHLIBOK: HEJOPO3BMHEHHS, 3POLLEHHS X MPOKCUMarb-
HMX abo gucTanbHMX KiHLIB, BiACYTHICTb abo Heopo3-
BMHEHHS aHaTOMIYHUX CTPYKTYP

Hawnypasnusiwmm o Ail TepaTtoreHis, ski cnpuyu-
HIOIOTb YPOOKEHI Bau PO3BUTKY KiHLIBOK, € 4-5 TUXHI
BHYTPILUHbOYTPOBHOIO XUTTS.

YpomkeHi Baan po3BUTKY KiHLIBOK NOAINSOTL Ha
N'ATb BENUKUX TPYM: YPOMXKEHi amnyTauii KiHUiBKM,

HEJOPO3BUHEHHS  KIiHLIBOK, CUHOPOM aMHIOTUYHUX
nepeTskok, Opaximenis, ypomKeHi HecnpaBXHi
cyrno6m.

Cepeq ypooKeHNx Bad MeYoBOi KICTKM Ta KiCTOK
nepeannivyys HanbinbLL YacTo TpannsATbCA: akcianb-
Ha eKTpoMenisi, KOCOPYKICTb, Makpo- Ta Mikpomenis,
nreyoBa remirinepTpoqisi, NPOMeHeBO-NiKTbOBUI CU-
HOCTO3, ypoaKeHa Kykca nepeannivyysa ta nnevya, ¢o-
Komenis, xsopoba MagenyHra.

MepcnekTuBM nopganbwux AochnimkeHb. Bu-
BYEHHHA MOPONOriYHMX NepeaymMoB BUHUKHEHHS YBP
KICTOK nneya Ta nepeanniyys moxe Oytn nigrpyHTsamM
Anst po3pobkn Ta 06r'pyHTYyBaHHS HOBUX CMOCOBIB X
XipypriyHoi KOpeKuii.
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YOK 616.717.4/.6.013-007.24-07

OHTONOrMA BPOXAEHHbLIX NMOPOKOB MNMEYEBOW KOCTHU

U KOCTEWN NPEANNEYbA

Xmapa T. B., Hukopuy . M., Cma6bpux M. B.,

PusHuyyk M. A., Cmenbmax I". 5., Jleka M. 1O.

Pestome. BpoxaeHHble aHoManuu BbisBNAOT y 1-3% HOBOPOXAEHHBIX, U okono 10% 3Tux getent UMmeroT
MOPOKU Pa3BUTUSI BEPXHUX KOHEYHOCTeN. YacTtoTa BpOXAEHHbIX aHOMaruWii He CyLIeCTBEHHO M3MeHUnach 3a
nocnegHee gecatunetne. BonbLMHCTBO U3 HUX POPMUPYETCH CMOHTAHHO UMW BCNEACTBUE MMEIOLLENCS reHe-
TUYECKOW NaTomnornm, 1 TONbKO HEKOTOPbIE U3 HUX BO3HUKAOT NoA AeCcTBMEM TepaToreHHbIX (DakTopoB.

Mo NpOMCXOXOEHUIO aHOManMW PasBUTUSE KOHEYHOCTEW MOXHO pasgenuTb Ha aMGpuonaTti, B OCHOBE KO-
TOpPbIX NEXUT HapyLUeHWe 3aknagku 1 naTonorust passuTns ambpuoHa B nepuos ¢ 16-20-ro AHS nocre onmnoao-
TBOPEHUsI O KOHUA 8-/ Hepenu BHYTpUMyTpoOHOro pas3sutusi (criydam GonbLimx AedekToB ¢ OTCYTCTBUEM OT-
JernbHbIX KOCTEN, LienbIX CEIMEHTOB U T. A.), U (peTonatum, B OCHOBE KOTOPbIX MNATONOMMsi pasBUTUs Nroga, Bo3-
HUKatoLLasi noA BNvsiHMEM BpeaHbIX hakTopoB ¢ 9-11 Hefenu BHYTPMyTpoBOHOro neproaa passuTus U 4O MOMEH-
Ta poxaeHus (cryyau HapyLueHust popMbl NMPU Pa3BUTUU KOCTHLIX CETMEHTOB M MSITKOTKaHHbIX KOMMOHEHTOB,
HanpuvmMep, apTporpunos).

Bcneacteue HapylleHns pa3BuTUs Me3eHXUMbl Ha 4-8 Hedensix npeHaTanbHoro nepuofa oHToreHe3a Bo3-
HUKaKT Takue NMOPOKW PasBUTUSI BEPXHUX KOHEYHOCTEN Kak HeJopas3BUTUE, CpaLleHMe UX NMPOKCUManbHbIX UM
AncTanbHbIX KOHLOB, OTCYTCTBME UMW HEJOPa3BUTME aHAaTOMUYECKMX CTPYKTYp. Hanbonee yAa3BUMbIM K OeWCT-
BUIO TepaTOreHoB, KOTOpble BbI3bIBAOT BPOXAEHHbIE MOPOKN PasBUTUSI KOHEYHOCTeW, siBnsieTcs 4-5 Hedenwu
BHYTPUYTPOGHOro passutusi. BpoxaeHHbIe NMOPOKM KOCTEN CKerneTa nreva v npeannedbsi BO3HUKaOT BCreacT-
BME HapyLleHWs NpoLIeCCoB XxemoTakcuca, nponudepauum, auddepeHUnpoBaHHOM 1 NporpaMMupyemMon cMep-
TW KNETOK Ha paHHMX aTanax aMbpuoreHesa.
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Bce nopokn pasBUTUSi KOHEYHOCTEN MOXHO pasfenuTb Ha NsTb rPynn, a UMEeHHO: BPOXAEHHbIe amnyTaumm
(amenus 1 BpoxaeHHas amnyTauyoHHas KynbTs AMCTaNbHOMO OTAena KOHeYHOCTH Npu HopMarnbHOM hopMupo-
BaHMM ee NPOKCMMAasibHOro oTAena); HeAopas3BUTME KOHEYHOCTU (SKTPOMENUs, Nepomenusi, hokoMenus); am-
HMOTMYECKME MEPETSIKKN; BpaxuMenns 1 BPOXKOEHHbIE NTOXKHbIE CycTaBbl. BpoxaeHHble aHOMarnum KOHEYHOCTEN
MOTYT HOCUTb JIOKanbHbI XapakTep Ui CONpPOBOXAaTbCs MOPOKaMU PasBUTUSI APYTMX CUCTEM OpraHu3mMa.

Ha ocHoBaHuM NpoBeeHHOro aHanm3a UCTOYHUKOB NUTepaTypbl NpeanpuHsaTa nonbiTka 0606LWNUTL cyLlecT-
BYIOLLIME CBEAEHMS O BPOXKAEHHbIX MOpPOKax ckerieta nreya u npeannedbs 1 npeanoxeHa ux knaccudukaums, a
Takke TONMKOBaHWe cornacHo andaeuTa. KpaTko oxapakTepusoBaHbl Haubornee pacnpocTpaHeHHble HacneacT-
BEHHbIE€ CUHOPOMbI C NMOPOKaMM PasBUTUS NIIEYEBOIN KOCTU U KOCTEW npeanseybs.

KnioueBble crioBa: nre4yeBasl KOCTb, JIOKTEBas KOCTb, Jly4eBasi KOCTb, MOPOK Pa3BUTUS, BEPXHAS KOHEY-
HOCTb, YerloBex.
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Ontology of Congenital Malformations

of the Humerus and Forearm Bones

Khmara T. V., Nikorych D. M., Stabryn M. B.,

Ryznychuk M. O., Stelmakh G. Ya., Leka M. Yu.

Abstract. Congenital malformations are diagnosed in 1-3% of new-borns, and about 10% of these children
have congenital abnormalities of the upper extremities. The incidence of birth anomalies has not significantly
changed in the last decade. Most of them develop spontaneously or as a result of existing genetic pathology,
and only some of them develop under the influence of teratogenic factors.

The purpose of the study was to summarize the data from the literature on the birth defects of the humerus,
elbow and radial bones, and propose their classification.

Based on the analysis of sources of scientific literature, we made an attempt to summarize the existing in-
formation on the shoulder and forearm bones and propose their classification and interpretation according to the
alphabet.

Originally the anomalies of development of extremities can be divided into embriopathies which are based
on defection of the organ’s organization and pathology of embryo in a period from 16-20" twenty-four hours af-
ter an impregnation to the end of 8" week underdevelopment and fetopathy which is based on pathology of the
fetation, that arises up as a result of influence of harmful factors from 9th week of underdevelopment and to the
moment of birth.

Impaired mesenchyme development in the 4 weeks of the prenatal period of ontogenesis results in such
defects of the development of the upper extremities as underdevelopment, fusion of their proximal or distal
edges, absence or underdevelopment of anatomic structures. The 4™-5" weeks of intrauterine development are
the most vulnerable to the influence of teratogens, which cause congenital malformations of the extremities. Con-
genital abnormalities of the skeletal bones of the humerus and forearm occur as a result of impaired processes of
chemotaxis, proliferation, differentiated and programmed cell death in the early stages of embryogenesis.

All malformations of the extremities can be divided into five groups, namely: congenital amputations (amelia
and congenital amputation stump of the distal region of the extremity in case its proximal region is normally de-
veloped); underdevelopment of the extremity (ectromelia, peromelia, phocomelia); amniotic constrictions;
brachimelia and congenital false joints. Congenital malformations of the extremities can have local character or
accompanied by congenital abnormalities of other systems of the organism.

Conclusion. Based on the analysis of scientific resources, the authors generalized the existing data about
the congenital malformations of the skeleton of the shoulder and forearm and suggested their classification and
interpretation according to the alphabet. The most common hereditary syndromes involving developmental mal-
formations of the humerus and forearm bones were briefly characterized.

Keywords: humerus, ulna, radial bone, malformation, upper extremity, human.
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