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Ha cborogHi nowmnpeHicTb BpoaxeHux Baa cepus (BBC), piBeHb iHBaniamaaLi Ta CMepTHOCTI Bif, HVX Y AiTel 3anMWaeTbCa HE BUPILLEHOIO
npo6nemolo B neaiarpii, HeaBaxaiouy Ha BAOCKOHANEHHS NPOMINakTUYHVX 3ax0ajB, AiarHOCTMKM Ta NikyBaHHS B AMUTAYIN kapaionorii. Binomo
DAL, FEHETUHHIX 3aXBOPIOBAHb, SKi NPOSBASIOTHCSH BDOAXKEHVIMY aHOMaNAMK CEPLIEBO-CYANHHOI CUCTEMN.

MeTta — npoaHanisaysart aHomanii cepueBO-CyANHHOI CUCTEMM B AITEN i3 AedekTamMI reHiB 419 PaHHbOI AiarHOCTUKM TeHETUYHIX 3aXBOPIO-
BaHb Y NaLEHTIB, BUABJIEHHS B HAX BPOLKEHOI NaTonorii cepus i CyANH i3 NOAANbLIOIO TaKTVKOIO JliIKYyBaHHA.

Onncano psa reHeTUYHNX CUHAPOMIB, MPY AKKX HanyacTille 3ycTpidaloTbCa BPOMXEHI aHOMaii cepus Ta CyamH Yy OiTei. Xapakrepuctuka
KOXHOrO i3 CMHOPOMIB Nepeadadae Moro BUSHAYEHHS!, KNiHIYHI CUMATOMM 3 akKUEHTYBaHHAM Ha 30BHILLHIX O3HaKax naujeHTa, BUBYEHHSA aHO-
Manih CepLeBO-CyANHHOI CUCTEMM NP AAHOMY FEHETUYHOMY 3aXBOPIOBAHHI, MNaH 0OCTEXEHHS 019 XBOPOro Ta reHeTUYHE TECTYBaHHS, L0
BVKOPWUCTOBYETLCH /19 TOYHOCTI AiarHO3y.

BUCHOBKM. 3 0190y Ha OTP1MaHI pesynstati aHanidy MoxHa 3po0uT BUCHOBOK, WO ICHYE NeBHa 3aKOHOMIPHICTb MiXX reHETUHYHM 3aXBOPIO-
BaHHAM Yy [iTEN Ta PO3BUTKOM Y HIX BBC, 3riaHO 3 SKOI0, Npuw Tix abo iHWMX AedekTax reHiB GopmMyloTbes KOHKpeTHI BBC. 3HaHHA OCHOBHYIX
KMIHIYHMX CMMATOMIB, 0COBNMBO 30BHILLHBLOrO AVCMOPdI3MY, Y Takmx NaLlieHTiB gonomaratMe B paHHii giarHOCTUL Ta likyBaHHI reHeTUYHOro
3axBOploBaHHs, 3okpema BBC.

JocniaxeHHa BMKOHAHO BIAMNOBIAHO A0 NPUHUMNIB FenbCIHCHKOT Aeknapalti. [MpoToKon A0CNIOXEHHS yxBaneHO JIOKanbHUM eTUYHVM KOMITE-
TOM 3a3Ha4eHoi B poboTi ycTaHOBW. Ha npoBeaeHHa A0CNiAXeHb OTPUMaHO iIHPOPMOBaHy 3roay 6aTbkiB AiTei.

ABTOPY 3a8BNSHOTb NP0 BIACYTHICTb KOHMAIKTY iIHTEPECIB.

Knioyosi cnosa: ATV, edeKTn reHis, BDOLXEHI aHoManii Cepud, BDOOXEHI aHOMallii CyANH.

Children with gene defects are a risk group for the development of abnormalities
of the cardiovascular system

Z.V. Selska, I.V. Vasylkova

Bogomolets National Medical University, Kyiv, Ukraine

To date, the prevalence of congenital heart defects (CHD), the level of disability and mortality from them in children remains an unsolved
problem in pediatrics, despite the improvement of preventive measures, diagnostics and treatment in pediatric cardiology. There are a number
of genetic diseases that are manifested by congenital anomalies of the cardiovascular system.

Purpose — to analyze the abnormalities of the cardiovascular system in children with gene defects for the early diagnosis of genetic diseases
in patients and the detection of congenital pathology of the heart and blood vessels in them, followed by their treatment tactics.

This article describes a number of genetic syndromes in children, in which congenital anomalies of the heart and blood vessels are the most
common. The characteristics of each of the syndromes include its definition, clinical symptoms with an emphasis on the external signs of the
patient, the study of abnormalities of the cardiovascular system in this genetic disease, the examination plan for the patient and genetic testing
used for the accuracy of the diagnosis.

Conclusions. Based on the results of our analysis, we can conclude that there is a certain regularity between genetic diseases in children
and the development of CHD in them, according to which certain CHD are formed with certain gene defects. Knowledge of the main clinical
symptoms, especially external dysmorphism, in such patients helps in faster diagnosis and treatment of a genetic disease, in particular CHD.
The research was carried out in accordance with the principles of the Helsinki Declaration. The study protocol was approved by the Local Ethics
Committee of the participating institution. The informed consent of the patient was obtained for conducting the studies.
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Bctyn
Ha CbOTO/IHi, HE3BaKAIOUM Ha CTPIMKUI PO3-
BUTOK [IIarHOCTUKM Ta JIiKyBaHHS BPO-
JUKEHUX BaJl CeprieBO-CYJMHHOI CUCTEMU B JIiTel,
CMEPTHICTb Ta iHBasi/M3allisl NAIi€HTIB I1i€l Ka-
Teropii XBOPUX 3aJUINAETHCSI HAa BUCOKOMY pPiBHI
y BcboMy cBiTi. Cepell ycix BpOJKEHUX Bajl PO3-
BUTKY, Bepu(iKOBaHUX Yy PaHHbOMY HeOHaTasb-
HOMY Tiepiofi, 25% CTaHOBJATH i30JIbOBaHi BPO-
mxeri Bagu cepirst (BBC) i maricTpanbHux cynuH.
Yacrora BBC cranosuts 4—6 na 1 000 :xuBonapo-
JUKEHWX JOHOTEeHNX HeMOBJIAT. Y 2016 p. KibKicTh
BBC nopisuioBana 15,0+7,98 Bumnazaky, y moaaib-
HIOMY cIlocTepirajacsl TeHJEHIls /10 IIPUPOCTY,
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iy 2019 p. — 21,27+5,96 Bunazky [18]. B Ykpaini
IIOPOKY HapoKyeThest 6iusbko 5 000 miteit i3
BBC, a 3arayipHa KIJIbKICTh TUX JiTeH, IKi CTOSATD Ha
AMCIIaHcepHoMy 06JIiKy, csrae orax 45 000 ocib.
Y BikoBuit nepion 1-15 pokiB cMepTHiCTDH HiTeit
i3 BBC popisaioe ne 6inbime 5%. Haiimomu-
PEHIIMMMY € BaJu TaK 3BaHOI «BEJUKOI ITICTKN»,
SKi  CcTaHOBJSATH  ocHOBHY  (O6imsbro  80%)
yactky BBC: nedext MixKNIIyHOUKOBOI Tepero-
poaku (JIMIIIII), necdext MizkmepeicepiHoOiI Tiepe-
ropoaku ([IMIIII), Biaxpura aprepiajsibHa MIPOTOKA
(BAII), xoapkraitisi aOpTH, CTEHO3 aOpPTH, TPAHC-
nozuilig maricrpaspaux cyzauH (TMC), terpasna
®Damo (TD) [31].
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Tabnuus 1
CucremMHa ouiHKa CUMNTOMIB i TecTiB XBoporo i3 cuHgpomom MapdaHa 6e3 ekTonii Kpuwitanuka [26] 4
Os3Haka Ban
TecT BeNMKOro NanbLs i TeCT 3an’acTka 3
TecT Benvkoro nabls abo TecT 3an’'acrka
KnnenogibHa aedopmalia rpyaHoi Knitku
JlivkononibHa aedopmadia abo aCUMETPIA FPYAHOI KNITKM
BanbrycHa gedopmadia crton
nockocTonicTb
[THeBMOTOpAakc
ExTagig T8epa0i MO3KOBOI 060N0HKM
[MpoTpY3id BEPTIOXHWX BNaamH

BigHOLWEHHS JOBXMHM BEPXHBOIO CerMeHTa Tina Ao HuxHboro <0,86 abo posmax pyk/3pict <1,05

Ckonios abo kiho3

3MEHLIEHHS PO3rVHAaHHA NIKTbOBKX cyrnobiB (<170°)

3 i3 5 mMuEeBKX 03Hak (aonixouedanis, OnyLEHHs O4HKX LINMH KOCO BHU3, eHOMTaNIbM, PETPOrHATIA Ta rinonnasia BUIMYHOI KICTKN)

Ctpwi Ha WKipi

Mionis

[Tponanc MiTpanbHOro Knanaxa

=== = o= o —

Bizomo, mo B possutky BBC 6epyth yuacTb
6arato (hakTOpiB, mepexycimM 1€ BILUINB HeraThB-
HUX (DAaKTOPIB Ha IUIJ Yy BHYTPINTHBOYTPOOHO-
My TMepiofli, TEeHeTUYHA CXWJIbHICTh, OKPIM TOTO,
BBC BxomsaTh 10 CKJaJy TEHETUUYHUX 3aXBOPIO-
BaHb. [le MOXKyYTH OyTH [iTH 3 XPOMOCOMHUME aHO-
MaJisMu Ta eeKTaMu TeHiB.

3 OISy Ha 1€ HWKYe ONMMCAHO TeHeTHYHi
CUH/IPOMU, 1XHI TIPOSIBU 1 Ti BPOJXKEHI aHOMAJIil
CepleBO-CY/IMHHOI CHUCTEeMHU, $Ki TPaIISgIOThCs
npu BuUllle3azHaveHiit martosorii. Ile momomosxe
B KJIIHIYHIM TPaAKTUIIl BYACHO BULBJIATH JiTel
i3 TEHeTUYHUMM 3aXBOPIOBAHHSIMM Ta JIIarHOCTY-
BaTU B HUX BPOJIZKEHY MATOJIOTIIO CEPILS Ta CY/IUH
i3 TO/TATBIIMM TTPaBUJIBHUM BEJIEHHSM JIaHOI KaTe-
ropii maiienTis.

Mema nocnijpkeHHss —  NpoaHasi3yBaTH
aHoMaJIii cepiieBO-CyIMHHOI CUCTEMHU B JIiTel i3 Jie-
(bexTamu TeHiB /715 paHHDBOI AIaTHOCTUKY TeHETHY-
HUX 3aXBOPIOBaHb y TMAIli€HTIB, BUSIBJEHHS B HUX
BPOJIXKEHOI TIATOJIOTIT CepIld i CY/INH 13 TI0/IaJIbIIOT0
TaKTUKOIO JIIKyBaHHS.

Cunnpom Mapdana

Cunnpom Mapdana (MFS) — ayrocom-
HO-/IOMiHAHTHE 3aXBOPIOBAaHHSA CIIOJIYYHOI TKa-
HUHU, TIPU SKOMY TIEPEBAKHO YPAKYETBCS Cep-
IIEeBO-CYIMHHA, KiCTKOBA CUCTEMU Ta OPTaH 30DY.
[Te 3axBopioBaHHS TPAILISETHCA 3 YACTOTOIO
2-3 punazaku #Ha 10 000 oci6. OcHOBOIO PO3BUTKY
MFEFS € myTartisi rera FBN1 [34], sika npu3BoauTh
10 Toro, mo ¢ibpunin-1 crae GiabLI COPUAHAT-
JIUBUM JI0 TIPOTEOJIi3Y, a Tle CBOEI Yeproio CIpH-
yrHsie (hparMeHTalio Mikpodibpui i me3oprai-
3allil0 eJaCTUYHUX BOJIOKOH. Y Pe3yJbTaTi I[boro
301JIBIIYETHCS JKOPCTKICTh AOPTH, 3MEHIIYEThCS
il eJacTUYHICTh 1 PO3TSKHICTD, Y TOAATBIITOMY
e TPU3BOANTHL /0 auuararii cyaunu [7]. Cep-
[EBO-CY/IMHHI ~ YCKJIQJIHeHHS, HKi HalvacTiie
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cnioctepiraiotecst pu MFS, 11e — posmupenns
A0PTH Ta TOJIOBHOI JIeT€HEBOI apTepii, MOTOBIIEH-
Hs Ta TPOJIATIC aTPIOBEHTPUKYJISPHUX KJIANaHiB,
peryprirailiss aoprajbHoro kiamana. Haiine6es-
MEeYHINUM I TIAIIEHTIB € Mporpecyioya Jauja-
Tallisgd KOpeHsI aOpTH 3 TOAAJBIINM PO3IIapyBaH-
HSM i PO3PUBOM A0PTH, 1110 € OCHOBHOIO TPUIMHOIO
cmepTi [34].

[Tantientn 3 MFS Bucokoro 3pocry, XyZ0pJIsiBi,
MaloTb [OBTi TOHKI IIaJIbIli, HENPaBUJIbHI IIPO-
nopuii Tijla, HaAMIpHY PYXJMBICTH y CyIJI00ax.
HaituacTinmmmM 1iposgBoM i3 GOKY KICTKOBOI CH-
cTeMU € BHWpasHa jgedopMalliss TPYAHOI KJIiTKH,
ckoutio3 i medopmartisi xpebra [26]. Y wiiHiuHiit
KapTUHI CITOCTEPITaEThCs ABa BUAM Aedopmariii
rpyaHoi KIiTKU: pectus carinatum (PC) — Bucryt,
1o iMiTy€ KiJib 40BHA; pectus excavatum (PE) —
3arJuOJIeHHsT TPYAHUHU, SIKE€ Harajy€ BOPOHKY.
Oxpim 1boro, 11 MFS € nieBHi xapaktepHi pucu
(nmomixornedanis, eHodTaabM, KOCi BHU3 OYHI TIIi-
JIMHU, BUJTUYHA TiTIOTIJ1a3is, peTPOTHATIS ).

Ha cporojiHi icHye cucteMHe OIiHIOBAHHST CUM-
nToMiB i TectiB xBoporo Ha MFS, sike 00’exnye B
cobi 1posiBr 3 OOKY CepIieBO-CYAUHHOI CHCTEMH,
opraHa 30py, OTOPHO-PYXOBOI CUCTEMU, IIKipH,
TBEPIOT MO3KOBOI 0O0JIOHKH, AMXAJIBHOI CUCTEMIL.
Take cuctemHe OIiHIOBaHHS A€ 3MOTY BCTaHO-
Butu MFS 3a HasgBHOCTI ypaskeHHST a0pTH, SKITO
MPU ITbOMY BIiZICYTHST €KTOIIiSI KPUIITATUKA. 3TiJTHO
3 I[I€I0 CUCTEMOIO, SIKIIO TTallieHT Habupae 7 i 6isib-
e 6astis i3 20, TO 1€ € AIarHOCTUYHUM KPUTEPIEM
ISt BectaHoBJIeHHst iaraosy MFS (ta6ir. 1) [26].

Ocnosnorto B giarnoctuili MFS npuitasTo BBa-
JKaTU TIEePerJIsIHYTI JliaTHOCTUYHI Kputepii [enTa
(tabur. 2), 3rifHO 3 AKMMM, HAsIBHICTb €KTasii aop-
TH Ha PiBHI cuHyciB Basbcanbsu abo posiimpeH-
HS AOpPTU Ta EKTOINil KpUINTaJWKa CBifYaTb PO
miarno3 MFS [34].
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Tabnuys 2

AiarHocTuyHi kpuTtepii cuippomy Mapdana (revised Ghent nosology, 2010) [34]

3a BiACYTHOCTi pPOAUHHOI icTOPIT

3a HafsBHOCTi POAUHHOI icTOpIT

ExTasia aopTi Ha piBHI CKHYCIB Banbcanbeu (Z-score 22)
a0b0 po3LapyBaHHa a0pT + eKTonia KpuiiTanmka

EkTonia kpuwtanuka + poamHHa ictopia CM

ExTonia kpuwTanuka ta myTauis FBN 1

CucteMHa ouiHka (=7 6anis) + poayHHa ictopia CM

ExTasia aopTi + cucTtemHa ouiHka (=7 6anis)

EkTasia aopTn (Z-score 22 B 0cib Bikom >20 pokis i >3
B 0Cib BikOM <20 pokiB) + poanHHa icTopis CM

Exronia kprwTanuka + mytauid FBN1
B OCI0 3 aHEBPU3MOIO a0pTN

[pumiTki: Z-score po3paxoBYETLCA IHAVIBIAyanbHO Ans NEBHOIO Biky 3a Aonomoroio dopmynm KopHenna [33]: 1) <20 pokis: Z = aiaMeTp aopTi Ha PiBHI CUHYCIB
Banbcanesu (cM) — AR (cm) / 0,18; 2) 20—-40 pokiB: Z = ajaMeTp aopTu Ha piBHi cuHyciB Banbcanssn (cM) — AR (cm)/0,24; 3) >40 pokis: Z = gjameTp aopTu Ha
piBHI cuHyciB Banbcanbsn (cm) — AR (cm) / 0,37, oe AR — nporHo30BaHuii aiaMeTp aopTu.

CBo€10 4eproio iaMeTp aopTh BUMIPIOETHCS
3a IOTIOMOTOT0 TPAHCTOPAKAIbHOI eXOKapiorpadii
(ExoKT) (puc. 1), axmo mpu 1bOMY He BIAETbH-
cd TOYHO Bi3yasi3yBaTu aopTy, TO MPOBOIUTHCSI
yepe3dctpaBoxigna ExoKI, komm'iorepna Tomo-
rpadiss (KT) abo MmarHiTHO-pe3oHaHCHA TOMO-
rpadis (MPT).

CytreBy poab y miarnoctyBanni MFS Bimirpae
MOJIEKYJISpHO-TeHeTH4YHe TecTyBanHs Ha FBN1
ta inmii peneBantHi renu (TGFBR1 i TGFBR2),
X04Ya, Ha ’KaJlb, Hapasi HeMa€ MOKJIMUBOCTI IPO-
BOJIUTH aHAJIi3 KOXKHOMY XBOPOMY 4epe3 BHUCOKY
BapPTICTh 1 BIZICYyTHICTH CTOBIZICOTKOBOT Uy TJIMBOCTI
it cmermivnocTi [42].

Cunznpowm /li Ixxopmki

Cunaapom /[li Txopmxki (DGS) — Bpomxke-
HE 3axBOPIOBAaHHS, B OCHOBI $IKOTO JIEKUTb
MiKpojiesieniss 22-1 XpoOMOCOMU Ta SKe XapaKTe-
PU3YETHCS BEJIMKOIO BapiabebHicTIO 03HaK. My-
Taiisg B 22-if XpOMOCOMi CIIPUYMHSE TTOPYIIEeHHS
PO3BUTKY 3 Ta 4 TJIOTKOBUX MIllIKiB, 3 SKUX ITOTIM
PO3BUBAIOTHCS CEPETHE Ta 30BHINTHE BYXO, BEPX-
HS Ta HWXKHS IMeserna, MiaHebGiHHi MUTIAIUKH,
MUTONOAIOHI Ta mMapaiuTonoAiOHi 3a103u, TH-
Myc i gayra aoptu [17]. ¥V 6isbiiocti BUNIaaKiB je-
Jlellis BigOyBaeThCd BUIIAJKOBUM YMHOM IIiJl yac
PO3BUTKY ILIO/A, aje y 8—28% xapakTepHe ayTo-
COMHO-peIleCHBHE YCMAKyBaHHS. 3a CTAaTHUCTH-
koio, DGS Tpannserbcst B 1 HOBOHApOIKEHOTO
3 4 000 [9]. ¥V kuiniuHIi TpaKTUIl PO3PI3HAIOTH
yactkoBuii i moBuuit DGS. Ilarientn 3 moBHOTO

Puc. 1. ExokapgiorpadiyHe 3op>|<9|: napactepHasnbHU BU-
rnsg, no AOBril OCi B NauieHTa i3 cmHapomom MapdaHa
BijicyTHICTIO TUMyca MaioThb noBHuil DGS, npu
YaCTKOBOMY — IIPUCYTHS TKaHMHA TUMYyca Yy BU-
TJIS1 MIKPOCKOTIIYHUX 3aJIATIKIB [4].

Kainiuni nposisu DGS nosnavaioTbes JlaTHH-
cpkoio abpesiatypoio — CATCH22: «C» — Baaun
cepitd, «A» — HeHOpMaJIbHI prcy o0maus, «T» —
rinorrasis Tumyca, «C» —BoBuamnaiia, « H» —rimo-
KasbItiemis, 22 — xpomocoma 22 [12]. Y 64% Bu-
najikiB BuaBsstioTbest BBC y piteit i3 mum cuHApo-
mMoMm. Hactory pisdaux Bajn cepiig npu DGS nase-
neno B tabuii 3 [12]. BBC y 87% npussoasrs 10
cmeprti miteit i3 DGS [22].

[Mamientn i3 DGS wmaloTh xapaxTepHi pucu
obsmyust (puc. 2), Taki siK: peTporuaTtist abo Mikpo-
rHaTist, 10Bre 06/IMYYsl, BUCOKE 1 MIMPOKe IepeHic-
cs1, By3bKi OUHI IIiiHM, ApiOHi 3yOu, acuMeTpudHe

Tabruys 3
AiarHocTuyHi kpuTtepii cuHgpomy MapdaHa (revised Ghent nosology, 2010) [34]
BpopyxeHi Bagu cepus YacroTta
JedekT MixXLLNYHOYKOBOI NeperopoaKm 23
Tetpana Panno 18
AHOManii oyr aoptu 14
MNepepBaHa ayra aoptu 11
HedekT mixnepencepaHoi neperopoaku 10
ApTepianbHu CTOBOYP 4
BinkpwTa apTepianbHa npoToka 6
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Puc. 2. 30BHIiLWHIlA BUrNSA NauieHTiB i3 cuHapomom i Ixxopoxi

rradyde o0JIMYUst, OMYIIEHUH POT, HU3BKO TT0ca-
JUKEeHI Ta HelTpaBUJIbHO c(DOPMOBaHIi ByXa, Tirepre-
Jgopusm [3].

Cepen o3nak DGS BUABISIOTBCS TaKOXK €HJIO-
KPUHHI pO3Jia/id, JI0 IKUX HaJeKaTb TiloTUPeo3
i rimomaparupeos. Cepesl iHIMUX 3araJbHUX TPO-
SIBIB BUJIJISIIOTHCST TPOMOOIIUTOIIEHIST 3 HOCOBOIO
KPOBOTEYEl0, pelunBHi 1HMEKIT yepe3 HU3bKY
KiJbKiCTh T-KIITHH, a TaKOX TMCUXOTUYHI PO3Jia-
nn (Haityactine — mm3ogpenisa Ta possaau Ha-
crpoio). [IJig namienTis, y SKuX XBOpoOy AiarHo-
CTOBAHO B TIi3HIA TepMiH, HE XapaKTepPHI TIKKI
ceplieBi aHOMaJTI1 Ta sSIBUIIA 3aCTiHHOI ceplieBoi He-
JIOCTAaTHOCTI; TAKUM XBOPUM IIpUTaMaHHi apuTMid-
Hi SIBUIIQ HA TJI1 €JIEKTPOTITHUX MOPYIIIeHb — Tilo-
Kasbitiemii [12]. O3naku TinoKaibilieMii BKIOYA-
I0Th TTIOCMUKYBaHHS M S13iB Ta IXHIl CITa3M, a TAaKOK
MO3UTHUBHI cummiTomMu XBocTeka i Tpycco [17].

[lnga  Ttounoro giarHoctyBanHss DGS  1po-
BOJSITHCSI  BUSIBJIEHHSI  MIKPOJIEJIelil  MIJISIXOM
dayopecuenTnoi ribpuamsanii in situ (FISH),
amrrihikaitii 30H/a, 3aJ€KHOI BiJl MYJIBTUKOM-
nnexcHoro giryBanusa (MLPA), ognonykmreoTn-
Horo momaiMmopdizmy (SNP), mopiBHAIBHOI Te-
HoMHol riopuausanii (CGH), kisbkicHOI mosiMe-
pasnoi Janiorosoi peakiiii (qPCR). Tlamientn
3 miarHo3oM DGS maioTh MPOUTH KOMILIEKCHE
obcrexenns: ExoKT st omiHiOBaHHS cTany cep-
1IEBO-CY/IMHHOI CUCTEMU; IPOTOYHY IUTOMETPIilo;
BU3HAUYeHHS maHesi miaMuoxkun T- i B-mimdo-
IIUTIiB, PiBHIB iIMyHOT/I00YTiHIB, PiBHIB i0Hi30BaHO-
ro Kasbllio Ta hochopy B cMPoOBaTIli KPOBI, PiBHIB
apaTTOPMOHY Ta TUPEOTPOITHOTO TOPMOHY; TECTY-
BaHHS Ha JIeilUT TOPMOHY POCTY, PEHTTeH 1iarHo-
CTUKY TPYZHOI TTOPOKHUHMU JIJIS OIIHIOBAaHHS CTa-
HY BUWJIOYKOBOI 3aJI03M, YJBTPa3BYyKOBY [liarHO-
ctuky (¥Y3/1) HUPOK /75T BUSIBJIEHHS MOKJIUBUX
nedexris [17].
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Cunzapom Kaprarenepa

Cunznpom Kapraremepa (KS) — piakic-
He (1:30 000 oci6) ayTocOMHO-pelleCHBHE 3a-
XBOPIOBAHHSI, B OCHOBI $SIKOTO JieXaTb MYyTarllil
Brenax DNAI1i DNAHS5. [[s xeopoba nposisiisicmo-
€5 KJIIHIYHOIO TPiajfiol0 CUMIITOMIB (XPOHIYHUM
CHHYCUTOM, OPOHXOEKTazaMu Ta Situs inversus).
JleexTn B TeHax cTalOTh MPUYWHOIO TOTO, MO yT-
BOPEHHS BIYACTOTO €ITiTeJiI0 MalOTh HEITPaBUJIb-
Hi po3Mip uu hopmy abo pyXarThCst HETPABUIIBHO,
YHACJIJIOK 4OTO TOPYIIYIOThCS OCHOBHI (DyHKIIIT
nuiapis. Leit matoreHeTUUHMI MeXaHi3M ITPU3BO-
JUTH 710 TIOPYTIEHHS 3aXUCTY ANXAJbHUX MIJISXIB,
PYXJIMBOCTI  CHEPMATO30i/(iB, BHYTPITHBOYTPOO-
HOI 3akJagkyu oprauis. Ilix yac emOpiorenesy ye-
pe3 HenpaBUJIbHUN PyX BIMOK BUHUKAE TPAHCIIO-
3WIlisl OPTaHiB, sika MOKe OyTH JBOX BUJIB: Situs
solitus (ymure pexcrpakapiist) abo situs inversus
totalis (3miHa B JIOKaJli3alii opraHiB rpyaHoi Ta
yepeBHOI TOPOKHUHM) [35].

3arajpHi KJIHIYHI MPOSIBM — TMPOAYKTUBHUN
KallleJsib, XpUTTH, 33JIUNTKA. Y Pe3yJbTrari 3HUKeH-
HS1 3IaTHOCTI OYMIIYBaTH CJIU30BY OOOJIOHKY Ta
MiJIBUIIEHHST CIIPUMHATINBOCTI /10 iH(DEKIIiH y 1ma-
MIEHTIB CIIOCTEPITAETLCI XPOHIUYHUMN TPOAYKTUB-
HUN Kallesjb, XpUMHW, 3a[UIIKA. YHACTIOK 3HU-
JKEHHST Y YOJIOBIKIB PyXJIMBOCTI CIEPMaTO30i/IiB,
a TaKo)K 4Yepe3 TOPYIIEHHSI B JKIHOK TPAHCIIOP-
TYBaHHSI AUIEKJITUHU 4Yepe3 JUCKIHETUKY PyXy
BIIOK SIIIIENIPOBO/Y IarHOCTYEThCS OE3ILIi IS,
Takox cepel iHIIUX KJIIHIYHUX MPOABIB y AiTEH
i3 UM CHUHIPOMOM TPAILISIOTHCS CEPEHIN OTHUT,
puHiT, 6porxoekTasu [27].

JliarHoctnka KS 3IilICHIOETbCS 3a JIOIIOMO-
rOf0 OIIHIOBAHHS KJIIHIYHOI KapTHHM, J1abopaTop-
HUX JIOCJIJ[PKEeHb 1 Pe3yJibTaTiB iHCTPYMEHTATbHUX
JocJiiKenb. [lyske BakJIMBO po3Ili3HaBaTH 3aXBO-
PIOBaHHS Ha PaHHIX eTanax, aJike B IOJaJIbIIOMY
BOHO MOJK€ CIIPUYUHATH PEMUANB 1HQEKIT 11-
XaJbHUX NUIAXiB [35]. [last octaTouHOTrO BCTAaHOB-
JIEHHSI JIlaTHO3Y IPOBOJIUTLCA TeHeTHYHEe TecTy-
BanHs Ha myTaitii DNAI1 i DNAHS [35].

Cunzpom Hynana

Cungpom Hymana (NS) —  ayrocowm-
HO-JIOMiHAHTHUN CHHAPOM, SKUN YyPaxKy€ Bix
1:1 000 mo 1:2 500 sxmBonapokerux. s NS
€ XapaKTePHUM KOMOIHYyBaHHS psifly O3HAK —
TUIOBI pucH  06JWYYs, HU3bKHWII 3picT, aHo-
Mazii ckesera, BBC, nerka satpumka poO3BUTKY,
KpPUINITOPXi3M, JiMparnuna aucriazisg. CTymiab
BUPA3HOCTI O3HAK Bapil€, TOMY JIOCUTH YacTO
MAIEHTH 3 JIETKUM 1epebiroM MOKyTh OyTu He
miarnoctoBanumu [41]. IIpu NS myrartist BinOy-
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1. HoBoHapogeHui

Benvika ronosa I'IOpiBHﬂHO 3 06nMnYUAM

Buicoke 4ono 3 By3bKMMMN CKPOHAMMU
Lnpoko po3cTtasneHi oui (rineprenopusm)

Haxun ouHux winuH BHK3
EnikaHTanbHi cknagku

KopoTKuii, LUIMPOKIIA HiC i3 BAaBneHnm
P kOpE&HeM | NOBHIM KIHUNKOM

3arnnbneHnin rybHuin )onobok

TMoBHI ry6u 3 BUCOKVM LINPOKVMY Be| LI.IVIHaMl%
110 YePBOHOI MEXI BEPXHIX Tyl
ManeHbke nigbopiaaa i wWrpoka wua

2. HemoBnA

Kyuepsse Bonocca

Onykni oui 3 TOBCTOIO HABUCIIOKO NOBIKOO

Hic i3 wmpokoto 0cHOBOW, BAaBNeHUiA,
i3 3arHyTUM Oropu KiHUMKom

BupasHa apka BepXHboi ry6u

4. MigniTkn/gopocni

3. AntnHa
Kyuepsge rycte Bonocca

LWnpokui nob

MepeTnHKa WKipy wuni
ManeHbke nigbopiaaa

Bunicoka nepepaHs ninia pocTy Bonocca
Tonosa y opmi TPMKYTHUKa
Mpo3opa, 3MopLKyBaTa WKipa

MomiTHi Hocory6Hi AMKM

Puc. 3. 30BHIiLIHI 03HaKM NaLEHTIB Pi3HOrO BikYy i3 CMHAPOMOM HyHaHa [22]

BAETHCSI B TE€HAX, M0 OEPYTH yYaCTh Y CUTHAIHHO-
My nuaxy kmituH RAS/MAPK. Ieit musax 3a-
6esriedye 1oL, mposidepartito, audepeHIianio
kJiTuH. Hailyacriie MyTallisi TparisieTbcd B TeHi
PTPN11 [2].

Y kJIiHIYHIT KapTUHI /11 KOKHOTO BiKY € I1€B-
Hi TIPOSIBH, SIKi JaiOTh 3MOTY 3amio3putn NS.
VY mamieHTiB MOKHA CIIOCTEpiraT Mmajbiedpaib-
HU IITO3, IIUPOKO PO3CTaBJIeH]i, CKOIIIeH]I BHI3 OUi,
HU3bKO MTOCAJI’KeH], TOBEPHYTI Ha3a/l ByXa i KOPOT-
Ky 1110 3 HU3BKOIO JIiHi€10 Bosocces (puc. 3) [2].

Y mepiosr HOBOHAPOKEHOCTI MOXKYTH [liaTHO-
CTYyBaTHUCSI CTEHO3 JIETEHEBOIO KJlallaHa Ta Tinep-
TpodiuHa Kapaiomionaris, KpUITOPXi3M y XJIOTI-
YUKIB Ta TPYAHONI 3 TO/YyBaHHAM, TaKOX 3a-
TPUMKA PO3BUTKY; JiMbaTuyHa AUCILIA3is MOKe
MPOSIBJISITUCS  BPOJUKEHUM  XIJIOTOPAKCOM — abo
Bozisinkofo0. [lyig mepiony nutnncTBa (10 7 POKIB)
XapaKTepHi 30BHIINTHI 03HAKW, 30KpeMa, (opma
06JsinyYst cTae GiIbIl TPUKYTHOIO, CIIOCTEPIraloTh-
cd CKeJIeTHI aHoMaJlii, 3aXBOPIOBAHHS CEPIEBO-
CyZIMHHOI TaToJioTii ( CTEHO3 JIeTeHeBOro KJara-
Ha Ta rineprpodiyHa Kapzaiomionaris). Y mpiteit
MOJKJIMBI KPOBOTEYi, TeTeXiaabHi BUCUTIAHHS, TJTy-
X0Ta, PI3HUN CTYMiHb 3aTPUMKHU PO3BUTKY, iHTe-
JIEKTyaJIbHI PO3JIaJii, HU3bKUU 3PiCT, IKUK TpU
HApO/PKEHHI Ta IPOTSATOM IIepUIMX POKIB JKUTTS
BiZiOBila€ HOPMi. Y TIiJJIITKIB CIOCTEPITa€ThCS
CIIOBiJIbHEHHSI CTATEBOTrO J03PiBaHHS, OCOOJIMBO
B XJIOIYMKIB, TAKOK CTPUOOK CTATEBOTO J[03PiBaH-
Hs1 MOJKe OYTH HaBiTh BizicyTHIM [41].
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Yacrora BBC cranosurs 50-80% y martien-
TiB i3 NS. Hafiuacrinie TpamniseTbcss CTEHO3 Jie-
reHeBOro KJallaHa, 4acTo 3 Horo aucIiliasieo —
25-71%, rineprpocdiuna kapaiomiomnaris —
10-29%, it cTpyKTypHi nedeKTH MeHII CIelu-
(iuni gmsg NS, raki gax: JIMIIIT — 4-57%,
JIMIIIIT — 1-14%, nedektu aTpioBEHTPUKYJISIP-
Horo kanamy — 1-13%, anomasii miTpajabHOrO
Kiamana — 2—17%, koapkramisi aoptu — 2-9%,
BAIl — 1-6%, TO — 1-4% [28].

g migTBepmkenHs NS TPOBOAATBCS MoJie-
KYJIIPHO-T€HETUYHI JOC/IKEeHHs, dKi nependa-
4al0Th KOMOIHYBaHHSI TEHHOCTIPSIMOBAHOTO TECTY-
BaHHSA Ta KOMILJIEKCHOTO T€HOMHOTO TEeCTYBaHHS
[2,28]. Tlicns BcTaHOBJIEHHS [IarHO3Y J1€TAJIBHO
JIOCTIJKYIOThCS Pi3Hi cucTeMu opranismy. /[o mia-
HY OOCTEKEHHsI BXOJATH eJieKTpokapuiorpadist
(EKT), ExoKI, Y3/l uupok, Bu3HaueHHS KOary-
JigiiiHOTO TMpOoisio, omiHioBaHHS (i3UUHOTO Ta
HEPBOBO-TICUXIYHOTO PO3BUTKY. NS Ha3uMBaIOTh
«rceBgocunpoMom  Tepuepa»  uepe3  IeBHY
cxoxictb. OHak mpu cuHApoMi TepHepa cTpak/ia-
IOTh JINIIIE JKiHKH, TOJI K /1/ist NS cTaTh He BayKJI1-
Ba [2]. /[ludepenttitoBaT 1Ba CHHAPOMU MOKHA 32
JIOTIOMOTOIO IIUTOTeHETUIHUX JOCJTi/KeHb [ 28].

Cunnpom LEOPARD

Cungpom LEOPARD, a60 Heitpo-Kkap/io-1Kip-
HUI CUHJIPOM — PiIKiCHE ayTOCOMHO-/IOMiHaHTHE
3aXBOPIOBAHHS, IKe IPOSBJISETHCS MYJIBTUCUCTEM-
HUMHU posnazamu Ta myTariismu B PTPN [7]. Ax
3a3HAYEHO BUIIlE, MyTallisl 1IbOTO TeHa XapaKTep-
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Ha Takosk g NS, sika TpU3BOAUTH 10 YHIKATbHO-
ro (heHOTUTIOBOTO 3B’SI3Ky MiX JBOMa CHUH/POMa-
mu. Oxaaxk pu NS dyskitia Tuposuabocharasn
nocuioeTbes, a npu cunapomi LEOPARD —
3HMKy€eThes [40].

Koxna mitepa LEOPARD wmae cBoe mudpy-
Banus. Ilepma sitepa «L» — jenturo — HaiiBu-
PasHiNNii TPOSIB CUHIPOMY, SKUN 3 SIBJISETHCS
B PaHHBOMY JIMTUHCTBI Ta TIOCUJIIOETHCS 110 TTEPio-
Jly cTaTeBOro no3piBaHHd. JleHTnro — 1e niasmu
Bi/l KODUYHEBOI'O /10 YOPHOI'O KOJILOPY, PO3MipoM
1-2 MM, po3mimeni Ha o6iauyyi, mui abo Bepx-
Hiit wactuni Tysry6a [1]. Hacrynua mitepa «E» —
anomautii EKT-miposinnocti. lami mitepa «O» —
OKYJISIpHUI TinepTesopusMm. Y 87% BUTAIKIB PO3-
BUBAIOTHCSI TIiMEPTENOPU3M, TIIOCKE TepeHices
i mucmopdiuni Byxa. Okpim 1poro, y 50% rma-
IIEHTIB CIIOCTEPITAIOTLCI OYHUII MTO3, TOBCTI Ty-
61, HU3bKO TocapkeHi Byxa. Y 37% XBOpHUX BuU-
ABJISIETHCS HAAMIpHA IIKipa mui abo mepeTnHKa
Ha Hiil [1,29], pigko TpamIseTbcs MaKpOIJIOCis
[25]. Jlitepa «P» o3nauae JjereneBuii CTEHO3,
«A» — anomauii renitaniit, «R» — 3arpumky pocry,
«D» — netipocencopny rayxoty [1]. Kainiuni npo-
sy pu NS ta curgpomi LEOPARD nyske momi6-
Hi. Y TAaIli€HTIB BiI3HAYAETHCSI HU3BKUN 3PiCT,
BBC, nedopwmartis rpynmHuHM, 3aTPUMKA PO3BUT-
Ky PI3HOTO CTyIleHs, KPUIITOPXi3M, SIKUN 3HIXKYE
dbeprribHiCTh, XapakTepHi pucu ob6anyus. Bera-
HOBJieHHs jiarHo3y cunjpom LEOPARD ytpyz-
HeHe, OCKLIbKY TAIliEHTU He MAIOTh YCiX TUTIOBUX
o3Hak. HesBakatounm Ha vacte ypaskeHHS cepiid,
y Oizbiiocti Jogeit 1eil cuuapoM nepebirae Ges-
cumnromio [29]. Tlpore mpubausto y 85% ma-
IIEHTIB BUSIBJISIOTHCS TirmepTpodiuHa KapIioMio-
maTisgs Ta CTEHO3 JiereHeBOTO KJamaHa. Taka
gacToTa rineprpodidyHo1 KapiioMionaTii Bijipi3Hse
cunagpom LEOPARD Bin NS, npu skomy BoHa Tpa-
IJISIETHCS Pifiiie — 25% cepell yciX BUIAIKiB.

Hiarnos cunapomy LEOPARD BcTanoB/IOETD-
Cd 32 HAagBHOCTI JIEKIJTbKOX JIEHTUTIB 1 JIBOX iH-
mUX KapauHaabHux o3Hak (BBC, nusbkoro 3po-
cty, aedopmallii TPyJIHUHU, AUCMOPMIYHUX PHC
06simuust) abo 3a BiJICYTHOCTI JICHTHUTIB MAIOTh Oy-
TU BUSBJIEHI TPU KapAWHATBHI O3HAKW Ta ypaxkKe-
HUU poawd 1epnioro cryneHd. MoJsekyasapHuii
JIlarHO3 BCTAHOBJIIOETHCS B Pa3i BUSABJIEHHS MyTa-
1ii B oiHOMY 3 4oTHPbhOX TeHiB — BRAF, MAP2K1,
PTPN11 ta RAF1 [11].

Cunapom Xosara—Opama

Cungapom Xonra—Opama (HOS), abo cunapom
«ceplis i pyKu» — piJIKicHe ayTOCOMHO-/IOMIHAHT-
He 3aXBOPIOBaHHS, JJIS SIKOTO XapaKTepHUMU €
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anomauii BepxHix kinimiBok i BBC. Ileit cunapom
BUHUKAE B pasi myTaitii B reni TBX5 [14]. XBopo-
6a Tparuisierbest B 1 31 100 000 sKuBOHAPOIKEHUX.
Ten TBX5 micTuTh TpaHCKPUIIITHII (hakTOp, 110
6epe ydacTb y PO3BUTKY TIEPEITIIIUYSI Ta CEPIIS.

Y kJiHIYHIA KapTUHI TAIIEHTIB CIIOCTEPITAETh-
s BiACYTHICTD, Helopo3BUHEHHST 260 TpudasaHro-
BUU BETUKUU TTAJIETh, IO € XapaKTePHOIO O3HAKOIO
nnst HOS. Takok Bi3HAUalOThCS Bayl PO3BUT-
Ky II'SICTKOBUX KiCTOK, TIiTIOILJIA3is UM BiJICYyTHICTh
IIPOMEHEBOI, JIKThOBOI ab0 ILIEYOBOI KiCTKH,
AKi MOXKYTb OyTH OfHO- ab0 ABOGIYHMMU, CHU-
MeTpuyHUME ab60 acumerpuunumu. IIpu HOS
3aBJK/IM HAsIBHI aHOMaJIi1 BEPXHbOI KiHIIBKM, Hall-
yacTilre ypakyeTbes JiiBa, aHOMaJIil 3 GOKY HUK-
HIX KIHI[IBOK BUKJIIOYAIOTD 1lel iarno3. HaituacTi-
me npu HOS 3 BBC piarnocrytorsest [IMIIII,
JIMIIITI, BAII, nedextr enmokap/iajibHUX I10-
NIYIIOK, TIiMOTJIa3ig JIiBOTO MITyHOYKa Ta Jere-
HeBuii crenos [14,15]. Takox xapaktepHi mopy-
MEeHHs TPOBIIHOCTI Ta PUTMY, MOKe BU3HAYATH-
cst AV-6siokana I crymenst, curycoBa Opaaukapist
ta ibpustist nepencepas [14,15].

Cungpom Xosra—Opama MOKHA 3almi03pH-
TH Y XBOPHUX 3 OOTSIKEHUM CIMEITHUM aHAMHE30M,
anomairigavu Kinmisok i BBC. /liig BcTtaHoBieHHS
TiaTHO3Y TPOBOJUTBHCS TECTYBAHHS OJHOTO TeHa
Ta MYJIBTUTE€HHA TaHEJTh, SKIO BUSBIISIOTHCS O3Ha-
KU, HETUTIOBI /711 cuHApoMY. [lo iepestiky iHCTpy-
MEHTJIBHUX MeToiB obcreskenHs BxoaaTh EKT,
ExoKT i pentrenorpadis kictok kiniisok [21].

Cunzpom Ennica — Ban Kpeseiba

XOHIPOEKTOIEPMATbHII CUHAPOM, ab0 CHH-
npom Estica — Ban Kpesembaa (EVC) — pinkicae
ayTOCOMHO-PelleCUBHE BPOJIKEHE 3aXBOPIOBAHHS,
sIKe TPAIISIEThCS 3 YacToToi0 7 oci6 Ha 1 000 000
Ta XapaKTEePU3YEThCS TETPA0I0 CUMITOMIB —
JIUCTIPOTIOPITITHOI0 KapJIMKOBICTIO, €KTOZePMaJib-
HOIO UCILIAa3i€l0, ABOOIYHOIO MMOCTAKCIaAIbHOIO
nosigakrurieo ta BBC. Ilpubausuo B 70% Bu-
nazkis EVC Tpanisierbest yepes MyTaltiio y /1BOX
rerax EVC i EVC2, gki micTaThCST Ha XpOMOCOMI
4p16 [38].

Y KJiHIYHIA TPAKTUIT B TAIIEHTIB i3 UM CUH-
JIPOMOM CIIOCTEPITaloThCsT KOPOTKIi, TOBCTI KHUCTI
Ta CTOIM, AWCIIJIACTAYHI HIrTi, pijle — TMmocTak-
ciasibHa TIOJIIAKTHUIIIST BEPXHIX KiHIiBOK. /lo iH-
NTUX O3HAK YPaKeHHS OMOPHO-PYXOBOTO anapary
HaJIeKaTh enu valgum, BAKPUBJIEHHS I1JIe40BOi 200
CTErHOBOI KiCTKM, KJIMIIOHOTICTH (talipes equino-
varus abo talipes calcaneovalgus) (puc. 4) [5,23].
[Ipore HalixapakTepHINIO O3HAKOIO CHHIPO-
My EVC e xonzapoaucniaszis, sKka MpOsIBIASETHCS
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Puc. 5. Jucmopdi3M y nauieHTiB i3 cuHapoMom PyGiHwTeliHa-Telbi [7]

nuctpodiunoio kapsukosicTio. BBC tpansiers-
csty 50-60%, 3 gKuX HaifgacTiie Big3HAYaIOTh-
ca BAIIL, IMIIIIL i AMIIII, necdext mitTpaibHo-
ro i TpukycmigagbHoro KiaanaHiB. EVC cymposo-
JUKYETbCS OPAJIbHUMM IIPOSIBAMU — 3as140I0 Ty-
6010, MHOKHHHUMHY JIPIOHUMU JTOJATKOBUMU BY3-
JleuKaM¥, aHKIJIOTJIOCi€10, HeTPaBUJIBHUM TIPUKY-
COM, MIKPOJICHTIEIO, 3aTPUMKOIO IPOPi3yBaHHS
Ta HaIMIIKOBUMU 3ybOamu. Y 25% Bumankis
TPaIJIAIOThCI YPOTeHITaIbHI aHoMasii (Meraype-
Tep, HUPKOBA areHesisi, aTpesisd MaTKu Ta BYJIbBN),
PIZIKO Y XJIOMYUKIB MOMKJIUBI KPUIITOPXi3M Ta
rinocmazisg. Bkpait pifko B JliTeil CIIOCTEPIratoTh-
€SI KOCOOKICTB 1 PO3JIai KpOBOTBOPEHHS, HATIPU-
KJIaJl, aljlacTU4YHa aHeMis abo Jseiikemis. Hespa-
JKAl0YM Ha I1i MATOJIOTiYHI TTPOSIBU, KOTHITUBHUUI
Ta MOTOPHUI po3BUTOK y martienTis 3 EVC ne mo-
pyurennti [13].

3aminosputu EVC MoskHa aHTeHaTalbHO 3a J10-
nomoroio Y3/l na 18-My THKHI BariTHOCTI, OJTHAK
BCTAHOBUTHU KJIIHIYHUI IiarHO3 MOKHA JIMIIIE TTic-
s Haposkennd [13]. Toune miarroctyBanus EVC
MOJKJIMBE 32 JIOIIOMOIOI0 MOJICKYJISIPHO-TeHeTNY-
HOTO TeCTYBaHHS, sIKe BKJIIOYAE FeHHOCIIPSIMOBaHe
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TECTYBaHHS, Ta KOMILJIEKCHOTO T€HOMHOTO TeCTy-
Banng [10].

Cunzapom Py6inmrreiina—Teiioi

Cunzppom PyGinmreiina—Teii6i (RSTS) —
piZIKicCHE ayTOCOMHO-JIOMIHAHTHE BPOJIXKEHE 3a-
XBOPIOBAHHS, CIIPUYMHEHEe MYTallisIMU B /IBOX Te-
nax CREBBP (55%) i EP300 (8%), xapakre-
PUBYETHCSA JUIEBUM TUCMOP(I3MOM, AMCTAIbHU-
MU aHOMJIiISIMU KiHIIIBOK (MacHMBHUI, KOPOTKUHI
BEJINKUN TTAJIellb OJI0HI abo CTONNn), iHTeJIeKTy-
AJILHOIO HEZIOCTATHICTIO Ta 6HaraTbMa JI0JIATKOBUMU
denorunoBumu ocobsmsoctsamu. Yacrora RSTS
KoJmBaeThest B Mexkax Big 1:100 000 mo 1:125 000
SKHBOHAPO/[KEHUX.

Y KkJiHIYHINA KapTHHI XBOPOTO CIIOCTEPIra€eTh-
cs1 mueMopdis3Mm, Mo Ma€ TeBHI TPOSIBU — MiKpO-
nedaJito, CKoIieHi BHU3 OYHi IIIJTUHU, elliKaHTHY-
Hi CKJIaJIKH, JAyromnoAioHi OpPOBU 3 JOBIMMU BisIMH,
OIYIIEHI MOBIKH, KOCOOKICTh, BUCOKE JyTOMO/i6-
He TiAHeOiHHs, HU3BKO MOCA/KEHI Ta MOBEPHYTI
Hazan Byxa. OHAK HAMSCKPABIIMIOW 30BHINTHBOIO
03HAKOIO € BUTJIS HOCA, 10 Ma€ (HopMy TITHUPOKO-
IO KOpeHs 3 JIOBIOI0 BUCTYIIAI0UOIO IIEPErOPO/IKOIO.
«Ipumacyroua ycwminika» — 1e 1e ojiHa siCKpaBa
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osHaka RSTS. Takox gK KIHIYHUI TTPOSIB 4acCTO
OTTMCYETHCS KalliJIsIpHA TeMaHTioMa. 3HAa4yHO Pijl-
me RSTS Brioyae B cebe psiji 30BHINIHIX O3HAK —
IIAPOKE TIePeTHE TiM'STYKO abo 3aTPUMKY HOTO 3a-
KPUTT, HU3bKY JIIHII0 POCTY BOJIOCCS, BiJIXUJIEH-
HSI HOCOBOI TIEPErOPOJIKKM, TOHKY BEPXHIO TYOY,
MasieHbKui pot (puc. 5) [37].

[Tpu RSTS y miteii cmocTepiraeTbest iHTENEKTY-
aJibHa HEJIOCTAaTHICTD i 3aTpuMKa MoBJieHHs. RSTS
XapaKTePU3yETHCS MOBEAIHKOBUMK PO3JIaflaMu —
FiepaKkTUBHICTIO, HETIEPEHOCUMICTIO TIIyMY, YBaru
Ta HE3BUYANHOIO TIOBEIHKOIO (CaMOYIIKO/KEeH-
us1) [37]. ¥V 73% sumankis RSTS mnpossisiers-
cs einuTOM 3pOCTy BKe Ha MOYATKY TEPIIOTro
POKY JKUTTS, X04ua ITPU HAPOJIPKEHH] 3PIiCT HOPMaJib-
HUil. Y 6araThbOX XBOPUX BUSIBJISIIOTH OKUPIHHS
He3'sicoBaHol eriosorii. Brpara ciyxy 31e6ibiino-
ro TIPOBIJIHUKOBA, ajie MOKe OYTH i CEHCOHEBPAJIb-
Ha. 3 6OKy cedocTaTeBol cucTeMu y 27% BUIIAAKIB
PO3BUBAIOTHCS aHOMAJTI1 PO3BUTKY (TiZpoHedpos,
MTOZIBOEHHS HUPKOBOI CHUCTEMH, TIMMOCTAIis), aje
B Olsbiocti Bumajgkie — kpurnropxism. [IkipHi
3HAXIIKY TPATISTIOTHCST Y 24% 0Ci0, TPOSIBISIOTHCS
y BUTJIsIIL KeJioiiB abo misomatpukom. Y 80% Bu-
IIaJIKiB BUSBJISIIOTHCS OYHI O3HAKU — KOCOOKICTb,
MTO3, KaTapaKTa, HicTarM, BpojskeHaryiaykoma [ 33].
3y6Hi aHOMaJTil B XBOPUX TAKOK € JOCUTDH TTOTITHPE-
numu (67-85,7%) — rinomnontist (30%), HamUII-
KOBi 3yOm (15%). Hacrora BBC kosmmBaeThest B Me-
Kax 24—58%, cepet sikux € sik yierki Bagau (JIMIIIT
abo JIMIIII, BAII, xoapkraiiiss aopTu, TPHUKY-
CIilaibHa aTpesist), Tak i TSHKKI (IeKCTpoKapis,
ennHui MIyHOUOK) [37]. Y 30% XBOpUX BUABIIS-
I0ThCST TOOPOsIKiCHI Ta 3JostkicHi myxsmau [33].
Haituacrinie 1e myxJMHU HEPBOBOTO TpebeHst —
HellpobracToMa, MeayJI06JacTOMa, OJITOAEH PO-
rJ1ioMa, 4acToTa 3J05IKICHUX YTBOPEHDb KOJIMBAETh-
cs1 B Meskax 3—10% [37].

[liarHo3 11bOro CUHAPOMY BCTAHOBJIOETHCS HA OC-
HOBI XapaKTepPHUX KJIHIYHUX MPOsIBiB abo, 3a IX Herle-
PEKOHJIMBOCTI, I/ITBEP/KYETHCS 32 JI0IIOMOI0I0 MO-
JIEKYJISIPHO-TEHETUYHOTO TECTYBAHHSI IIJIIXOM MYJIb-
TUTEHHOI TTaHeTi a00 CeKBeHyBaHHsI reHOMIB [33].

Cunzapom Anepra

Cunznpom Aniepta(AS) —ayToCOMHO-ZIOMiHAHT-
HUH CIAJKOBUI BPOKEHUH CUHIPOM, ITPUYHHE-
HUM MYTaIli€lo, 10 TOCUIIOE (DYHKILIIO perenTopa
dakropa pocry ¢ibpodbaactiB FGFR-2 na xpomo-
comi 10q Ta xapakTepusyeTbcs KPaHIOCMHOCTO-
3oM. HacToTa 1bOTO CHHIPOMY KOJMBAETHCS Bijl
1:65 000 1o 1:200 000 sxkuBoHApOMIKEHUX [8].

Y kniniuniit npakTuil y xsopux 3 AS yacrto Ha-
sBHA CHUMeTPUYHA CUHJIAKTUJIiS IPYroro, TpeTho-
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TO Ta YETBEPTOTO MAJBIB PYK i HIT i3 YaCTKOBUM
ab0 MOBHUM 3POINEHHSAM IIKIPpH Ta KiCTOK Tajib-
1iB PYK i HIr 3i cuizibHuM Hirrem. /s marieHTiB
3 AS xapakTepHi 3MiHM CTPYKTYypH uyepena (akpo-
riedatist, Opaxiredatis, MI0CKA MOTUJIHIIS, BUCTY-
nafouuii 106); Taki MaTOJIOTiYHI 3MiHM € HacJIi-
KOM PaHHbOIO KPaHIOCMHOCTO3Y. ¥ TallieHTIB
BijizHavaeTbes uteBuii ucMopdism (ouHi mrim-
HU CHPSIMOBaHI JIOHU3Y, TilEepPTeJOpU3M, eK30(-
TaJIbM, TIepeHiccs MIIOCKe, TIOIJIACTUYHA BEPXHS
niesieria). Takosk 1HKOJIM MOKe BUHUKATU aTpodis
30pOBOTO HepBa. Y XBOpUX 3 AS cIOCTepiraioTh-
cs1 TIOpyIeHHs1 opraHa 30py (Kocookictb — 60%,
anizomerpornisg — 19%, am6ionis — 14%, ameTpo-
nist — 34%). Y miteparypi TOBiJOMJISIETBCS TTPO
BUMA/IKA HAJJTUIIKY a00 BPOKEHOI BiZICyTHOCTI
3y6iB. Y 71% BUNA/KIB BUSIBJISIIOTHCS 3POIIEHHS
IMUIAHOrO Biminy xpebTa, sike HaiidacTimie ypa-
KY€ TTHil 1 rocTuit xpeoiti. [HrerexT marienTin
KOJIMBAETHCS BiJl HOPMAJIBHOTO 10 CyOHOPMAJIb-
HOTO. AHOMAJIi TEHTPATbHOI HEPBOBOI CHCTEMU
CTIOCTEPITAIOTBCS  Pi/IKO, MOKJIMBA JieTKa BEH-
TPUKYJIOMeTaslisi ab0 areHesisi MO30JIMCTOTO TiJia.
Y 10% xBopux 3 AS Bussisiorecsi BBC. Haii-
gactinmmumu BBC ipu AS e JIMIIITI, JIMIIII, BAIT
[16]. Brpara cayxy BusiBiisietbest y 80% BuIaakis,
3nebipiioro kouaykTUBHA. Y 40% BUTAIKIB CIIO-
CTEPIraeThest OOCTPYKINST AMXAJbHUX MUISIXIB 3a
PaxyHOK 3BYKeHHSI HOCOBMX XOaH, aHOMaJIii Tpa-
xei. Y 9,6% BugBisoTbcs nedeKT ceyocTaTeBoi
cuctemi (Tizponedpos, kpuntopxism) [16,39].

[liarHo3 1[bOTO CHUHAPOMY BCTAHOBJIIOETHCS
KJIIHIYHO Ha TJIi ciMeltHOTO aHamHe3y. /[ giarHo-
CTYBaHHSI 3aCTOCOBYIOTBCSI METO/M Bi3yasrizailii
(MPT a6o KT), 3a Z0IIOMOroi0 sIKHX MOJKJIMBE
BUSIBJIEHHS KPaHIOCMHOCTO3y. 3a YMOBHW HETH-
MOBUX O3HAK IPOBOJATHCS TEHETHYHE Ta MO-
JexynaspHe TectyBanHda. [lig  mpenatambHOTO
TMaTHOCTYBAHHS BUKOPUCTOBYIOTHCS TEHETUIHE
tectyBantst, MPTta¥y 3/l,amuionenres,bioncisiBop-
cuH XopioHa [8].

Cunapom loapaenxapa

Cungpom Tosbaenxapa, abo OKyJ0-aypiky-
no-seprebpabumii cuaapom (OAVS) — pinkicue
ayTOCOMHO-IOMiHAHTHE BPOKEHE 3aXBOPIOBaH-
Hd, [0 BUHWKAE BHACJIJIOK aHOMaJlii PO3BUTKY
I Ta I 396poBUX YT i CyNPOBOKYETHCS TPiaI0Io
TaKUX CUMIITOMIB, SK TIiNOIJIa3isd HUKHbBOIL I1ieJie-
11, BaJii PO3BUTKY OYell i BYIIHOI PaKOBUHU Ta
anoMauii xpe6muis [30,32]. Yacrora 3axBoproBaH-
Hs KosmBaeThes Bix 1:3 500 mo 1:5 600, mpuyomy
KiJIBKiCTh 40J10BiKiB 3 OAV'S Gisbiiia 3a KiJIbKIiCTh
JKIHOK — BiZinoBiiHO 3:2 [30].
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Tabruys 4

Mepenik 13 BapianTie cuHppomy Enepca—[annoca (EDS)

Knidiyunia nigtun EDS

Tun ycnaakyBaHHS

KnacuyHuii — ceEDS

AYyTOCOMHO-A0MIHAHTHUIA

KnacuuHonopioHmm — clEDS

AyTOCOMHO-PELECUBHUI

CepueBo-knanaHHmm — cvEDS

AYTOCOMHO-PELECVBHNI

CyanHHmin — vEDS

AyTOCOMHO-O0MIHAHTHNIA

finepmMobinbHU — hEDS

AyTOCOMHO-O0MIHAHTHNIA

ApTpoxanasivHnin — aeEDS

AYyTOCOMHO-A0MIHAHTHUIA

Jepmarocnapakcnc — dEDS

AyTOCOMHO-PELECUBHUI

KipockoniotnyHui — KEDS

AyTOCOMHO-PELECUBHUI

CuHOPOM KPMXKOI poriBkn — BCS

AyTOCOMHO-PELECUBHUI

CnoHgmunogmcnnactuiHui — spEDS

AyTOCOMHO-PELECUBHUI

MyCKyNbHO-KOHTPaKTypanbHnin — mcEDS

AyTOCOMHO-PELECUBHUI

MionatuyHu — mEDS

AyTOCOMHO-PEeLECHBHNIA ab0 ayTOCOMHO-A0MIHAHTHNIA

MapoaoHTanbHU — pEDS

AyTOCOMHO-O0MIHAHTHNIA

Y wkminiuniit kaptuni nmarientis 3 OAVS Buss-
JITIOThCS aHOMaJIT 00JIMYYsL, TIePEBasKHO 3 OIHOTO
GOKy, yacTine — crpaBsa, 10 CIPUYUHSIE acuMe-
Tpito, ase pubsansao B 10-33% BUMAAKIB MOXK-
juBe 1 nBoOiuHe ypaxkenHs. /[o opodariagibHux
I1aTOJIOTIN HaJeskaThb MiKPOCOMisI, MaKpPOCTOMis,
BOBYAIIAIlA, Ba/la PO3BUTKY HA/ITOPTAHHOI CKIIA/IKH.
Haituactime OAVS mnposiBAs€TbCA aHOMATiAMU
BymHoi pakoBunu (100%), ypaskeHHSMU oOueit
(72%), xpebuiB (67%), aHOMATIIMU IIEHTPAJIb-
Hoi HepBoBoi cucremu (50%) i BBC (33%). Y pasi
aHOMaJIiil BYIITHOI PakOBUHU 37e0iIbIIoro ypa-
JKYETbCST 30BHIIIHE Ta CEPeJHE BYXO, 3HAYHO
pizaie — BHYTpIlNTHE. 30BHIIIHE BYXO 4acTO Tillo-
MJIACTUYHE, HU3BKO PO3TAINIoBaHe, i3 BY3bKUM
cayxoBuM 1poxozoMm. Jlo aHomamiii cepe/HbO-
IO ByXa HaJeKaTb 3MEHIIEHHS PO3Mipy IHOPOXK-
HUHU Ta 3POIIEHHS KiCTOK MOJIOTOYKA i KOBaJleJ-
ka. [IoBIIOMJISIOTH PO BUIIQIOK YUIKOJKEHHS
BeCTUOYJISIPHOTO amapaty BHYTPIIIHBOTO ByXa.
Brpara ciayxy B jmiTeil 3a3BuYaill KOH/IYKTHUBHA,
piamie — ceHconeBpasbHa abo KomOiHOBaHa [32].
Cepel OYHMX aHOMAJIN BUILIAIOTHCS KOJIOOOMa
BEPXHbOI TOBIKM, PANY’KKH, XOpiOpeTeHabHa,
emiOypbapHa XoprcTOMa, pifiie — MiKpodTaib-
Mig, aHodTaabMis, KOCOOKiCTh 1 KatapakTta [30].
Baau po3BuTKy XpeOiliB, sIKi CIIOCTEPIraloThCs Hali-
yacrilre B HAIi€HTIB, Ile — HamiBXpeobIli, CKOJIi03,
spina bifida occulta |32]. TpamiastoTbcst TaKOXK
aHoMmatii 3 GOKY IEeHTpaJbHOI HEPBOBOI CHCTEMU
(mikporedanisg, ennedanornene, riapoiedarrid,
rinoTIasisg MO30JUCTOTO  Tija, MajbdhopMaliis
Apnompna—Kiapi). 3 BBC naiimommpenimmmn
npu takomy curzapomi € T, [IMIIIII, TMC [30].
o pigkicHUX cHCTEeMHHX aHOMaJiil HajeXaTh
yporeHiTajibHiI (areHesiss HUPOK, TiIpoHEDPO3,
€KTOITIYHI Ta 3POIeHi HUPKHU, MOJIKICTO3) Ta aHo-
MaJTii MJIYHKOBO-KUIITKOBOTO TPaKTY (TpaxeocTpa-
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BOXi/[Ha HOPUIIS, aTpe3id MPsAMOI KUAIIKU Ta CTpa-
Boxony) [32].

Jliarnro3 OAVS BCTaHOBJIOETHCS  KJIHIYHO,
i IpW 1IhOMY HEMa€ CIeIiaJbHUX TeHEeTUYHNX Te-
cris. IIpenaranbHa JiarHocTHKa Hepegdadae mpo-
BesleHHsa Y3/l A1 BUSBJIEHHI aHOMAJIi BYII-
HOI PaKOBUHHU Ta TiNOIJIA3ii HUKHBOI IIeJIer,
Npu cephHo3HUX JleheKkTax — MPOBOAUTHCS PaHHS
miarnoctuka (Ha 14-my TWoKHI) MikpodTambMii Ta
opbiTanbHOI rimoriasii 3a 101oMorow conorpadii.
/lo iHBa3WBHOI 1iaTHOCTUKH, STKA TIPOBOJIUTHCS ITPH
OAVS, BxoauTh myHKItist Tpocobracta abo aMHio-
1enTes abo Giorcis BopcuH xopiona [32].

Cunzpom Enepca—/lannoca

Cungpom  Enepca—/lanmoca  (EDS) —
rpylna CHaJIKOBUX PO3JaliB CIOJYYHOI TKaHU-
HHY, 10 TPOSBJISETHCS TIEPPO3TSIKHICTIO IIKiPH,
rinepMoOiIbHICTIO CyT/I00iB I KPUXKICTIO TKaHUH
[6]. Y 2017 p. 3anrponioHOBaHO HOBY KJacuikaiiito
EDS, y saxiii 3anrporionoBano 13 BapiaHTiB CUHIPO-
My (Tabim. 4) [19,24].

Y kiiHiyHIN KapTUHI BUAIISIOTE 5 HAWTOIIK-
perimmux miarunis EDS. 1lpu cEDS Buginsiors
OCHOBHI Ta pyropsi/iHi kputepii. /o neprmmx Bij-
HOCSITB TiIEePPO3TSKHICTD HIKipH, aTpodiuni pyoIti
Ta 3arajibHy TinepMoOLIbHICTD Cyr100iB; 10 APYyTo-
PSATHUX — JieTKe YTBOPEHHS CUHIIIB, M SKY, TIiJTh-
HY TITKiPY, JIAMKICTb IIKiPU, MOJTIOCKOTIOIOHI TICeB-
JIOTIYXJIMHU, T/IIKIPHI cepoinu, TPUKY, ermikaH-
TaJIbHI CKJIQJIKH, YCKJIAJHEHHS TrinepMoOiIbHOCTI
cyrobiB (postsirnenns, Busuxu) [19]. BBC npu
cEDS € pigkicaumu. HaiiyacTiiie po3BUBa€ETHCS
MPOoJIaTiC MITPAJBHOTO KJIarlaHa, 3HAYHO pijlie —
MPOJIATIC TPUKYCITiTaTbHOTO Kiarana [20].

Jlo ocuoBHux kpurepiis clEDS HanexaTh
TIepPPO3TSLKHICTD MIKIPU 3 OKCAMUTOBOIO TEKCTY-
POIO MIKipU Ta BifCyTHICTIO arpodiyHmux pyoOIis,
rinepMoOiIbHICTb CyTrI06iB i3 MOBTOPHUMK BUBU-
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Tabauys 5

AiarHocTuyHiI kKniHiYHI KpUTepil rinepmobinbHoro cuHgpomy Enepca—[annoca

KpuTepin

O3Haka

Kputepin 1

leHepanisoBaHa rinepmMobinbHICTL CyrobiB BM3HA4YAETLCA 3a LWkano bertoHa (BS):
— BS 26 6anis ans aiter npenybepTaTtHoro Biky Ta B NiAJIiTKIB;
— BS 25 6aniB 4ns 4onoBIKiB | XiHOK BikoM 40 50 pOKiB;
— BS >4 6anis anga ocib Bikom Big 50 pokis

Kputepiit 2
(HasBHI 2 abo Binblue
o3Hak A-C)

aopTn 3 Z-NOKA3HUKOM >+2.

O3Haka A (5 ab0 6inblie NPoABIB): HAA3BUYANHO M'dka ab0 OkCcamM1TOBA LWKipa, NOMIpHa rinep-
PO3TAXHICTb, CTPWI, N'€30reHHi Nanynn, NOBTOPHI aO0 MHOXWHHI FPUXI XMBOTa, aTpOdiuHI pyOLj,
ONYLLEHHS MaTKn/NPAMOi KULLKK, BUCOKE ab0 By3bKe MiAHEDIHHA, apaxHOoOaKTuis, pO3Max pyk
21,05, nponanc MiTpanbHOro knanaHa nerkoro ado BiNbLIOro CTyNeHs, PO3LMPEHHS KOPEHS

O3Haka B: no3utBHWI CiIMENHUIA aHaMHES.

O3Haka C (nprHaiMHIi 0aHa): KICTKOBO-M'A30BMIM Binb y ABOX ab0 Ginblue KiHUiBKax, WO NOBTO-
PIOETLCS WOAHA NPOTArOM 3 MIiCSLIB; XPOHIYHWUIA, NOWMPEHUit Binb Binblue 3 MiCALIB; NOBTOPHI
BMBVIXM CyrIOGiB ab0 ABHa HECTabINbHICTL Cym00IB 3a BIACYTHOCTI TDABMM

KpuTepiii 3 1. BiocyTHda namkicTb LKIpK.

(HaqBHi yCi O3HaKw) 3. BUKIOYEHHS IHLWIKX gjarHo3iB

2. BUKIIIOYEHHS IHLWKX CNaaKoBUX i HABYTNX PO3naiB CrOMy4YHOI TKAHUHN.

lMpumitka. ans kniHivHoro giarHody hEDS noTpiGHa oaHo4acHa HasBHICTb TPbOX KPUTEPIIB.

xamu a60 6e3 HUX, JIeTKe YTBOPEHHS CUHIB, CIIOH-
TaHHI eKXiMO3W; JI0 APYTOpsiHUX — Aedopmariii
cronu, HAOPSIKM Ha HOTaX 3a BiJICYyTHOCTI cepile-
BOI HEJIOCTATHOCTI, JIeTKa M S130Ba CJIa0KiCTh, aKCO-
HaJIbHA TIOJIiHEeNporaris, arpodis M’s13iB PyK 1 Hir,
KJIHOAKTUIisE, OpaxiflakThIis, BUALiHHS [1iXBH,
MaTKH, PSIMOT KUIIKU.

[lo ocuoBHUX KputepiiB cvEDS BxoagTh TSIXK-
Ki [porpecyrodi ceprieBoO-KJaamaHHti 1mpobaeMu
(HaifyacTilre ypakylOTbCS aOpPTaJbHUI KJIAllaH,
MITpAJIBHUI KJIAllaH), HaJMipHA PO3TSKHICTh
mKipu, arpodivni pyoili, TOHKA IKipa, JIerKe yTBO-
PEeHHSI CUHIIIB, rinepMoOiibHiCTh Cyri00iB; 10 ApY-
TOPSITHUX — TIaX0Ba TPIKa, Aedopmaltis rpyaHoi
KJITKH, BUBUXHU CyTJ100iB, iechopmaitii cror [19].

Cymunanuii migtun EDS nposiBasieTbess Taku-
MU OCHOBHUMH KPHUTEPisIMHU, SIK PO3PUB MaTKU
(3okpema B III TpumecTpi), yTBOpeHHST HOPHII Ka-
POTUIHO-KAaBEPHO3HOTO CUHYyCa Ta CiMelHUN aHa-
MHe3, MMITBEP/KEHUI TeHeTUYHUM TeCTYBaHHAIM,
a IPYTOPSTHUMY — BPOJUKEHUI BUBUX CTETHA Ta
CIOHTAaHHUU 1HeBMOTOpakc [24]. las vEDS xa-
paKkTepHUll CIIOHTAHHUI PO3PUB apTepiil, SKOMY
nepejlyBajia aHeBpU3Ma, apTepioBeHO3HA (icTy-
Jia abo posiiapyBaHHs. Y cepeiHbOMY TPUBAICTD
KUTTS cTanoBuTh 51 pik [36]. Koiiniuni kpurepii
hEDS naseneno B Tabsuiti 5 [6].

JliarHO3 BCTAaHOBJIIOETHCS KJIIHIYHO, TPOTE JIJIs
niarHoctyBanHd miaTunis EDS cimin 3BepHyTHCS
no reretuka [6]. Iligxomm 10 MoOJIEKyJISIpHO-TE-
HETUYHOTO TECTYBAHHSI MOJKYTh repeabadaTit oji-
HOodacHe a0 MOCJIZI0OBHE TECTYBaHHS OJHOTO Te-
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Ha, 3aCTOCYBaHHS MYJIBTUTEHHOI HaHe i Ta OiabIl
MMOBHOTO TeHOMHOTO TecTyBaHHA [20]. Y pasi mi-
nospu Ha EDS nposomuteess KT, MPT, ExoKI'
JJTST OIIHIOBAHHST CTaHy CepIleBO-CYJANHHOI cUCTe-
mu [ 24].

BucHoBku

3 ornsany Ha TMPOBENeHWH Yy [iTeld aHami3
TeHeTUYHUX CHUH/IPOMIB, TIPU SKUX TPAIJISIOTHCS
BPOJIPKEHI aHOMAJil ceprieBO-CY/IMHHOI CUCTEMHU,
MOJKHA 3pOOMTH BHCHOBOK, IO iCHY€E TI€BHA 3a-
KOHOMIPHICTB, 3TiJIHO 3 SKOIO, TTPU TUX YU 1HIIUX
nedekTtax TeHiB (opmyioTbesi KoHkpetHi BBC,
110 JIa€ 3MOTY 3pOOUTH JIESIKUI TIPOTHO3 Y JIIKyBaH-
Hi 11i€i KaTeropii xBopux. OKpiM TOTO, y KJIiHIYHIN
MPaKTUIll BAKIMBO (hOKyCyBaTH yBary Ha JITIX 3
O3HAKaM¥ 30BHINTHBOTO ucMOp(dizmy, vacTiiie
e — 3MiHM JIMIEBOTO 4epera, aedopmariii rpy-
HOI KJITKHW, KiHIIIBOK, a TaKOX HasBHICTb BPO-
JUKEHWX aHOMAJIi i PO3BUTKY, 30KpeMa, CepIieBo-Cy-
JIMHHOI CUCTEMU, YPAKEHHST OPTaHiB CJAYXY 1 30Dy,
BiJIcTaBaHHA Yy (DI3UYHOMY Ta HEPBOBO-IICUXIYHO-
My po3BUTKY. lle macTb 3MOry BuacHO 3arizo3pu-
TH TeHeTHYHe 3aXBOPIOBAHHS B MAIliEHTA Ta CKe-
pyBaTH #0Oro Ha A0JATKOBI METOAU OOCTEKEHHS
Ta KOHCYJIBTYBaHHA TeHeTuka. HacTOpoKeHiCTh
IIO/I0 TaKMX JiTeil 3 GOKY JiiKaps jormoMaratume B
PaHHBOMY BCTAHOBJIEHHI [[IarHO3Y Ta MOAAJIBIIO-
My JIIKYBaHHi, 1110 JaCTh 3MOTY IIPOJIOBXKYBaTH Ta
MOJITIITYBATU SAKICTD KUTTS I[i€1 KaTeropii XBOPUX.

Aemopu 3a61510mb NPo 6i0CymHicmv KoHp.IiK-
my inmepecis.
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