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ABTOpaMy ONMUCaHO KJiHIYHWA BUNaAOK 3axXBOPIOBaHHST HenugepeHLiro-
BaHoO0 aucnnasieo cnony4Hoi TkaHunn (HACT) y aiBumnHm Bikom 19 po-
xiB. Taka aucnnasis MoXe Maty CrnaakoBy npupoay (4Yacrilie 3 O3HaKa-

Kniouosi cnoBa:

HeaugepeHuirioBaHa ancnnasis
CrOJIYHHOI TKaHUHU, rponarnc
MITpa/IbHOro KnanaHa, KiiHiYHni

BUNaAO0K, AiarHOCTUKa.

MU aYTOCOMHO-AOMIHaHTHOro Tuny ycnaakysanHs). HACT giarHocTyeTb-
Cs1 TOAi, KONy y NaLieHTIB Habip reHeTUYHMNX O3HaK He BKN1a1acTbCs B XOAHE
i3 anpepeHLirioBaHnx 3axXBOPIOBAHb CNOJTy4HOI TKaHUHW. List naTonorisi no-
LUNPEeHa AOCTaTHbO LLMPOKO, asne nikapsiMu fiarHOCTYETbCs1 AOCUTL PifKO.
Ha if ocHOBI (pOPMYIOTBCST PIBHOMAHITHI XPOHIYHI 3axBOpIOBaHHs. HaBeae-
HO fAeTasibHUiA KIiHiYHWEA Onuc BUNaaKy, 1abopaTopHi Ta iHCTPYMEHTAasbHI
AaHi, MOMUJIKY Ta LLJISIX A0 rPaBunsibHOI QiarHOCTYKY LibOr0 3axXBOPIOBAHHSI.
TpoBeneHo aupepeHUiiiHy fiarHOCTUKY 3 IHLLUMMU JUCTIA3iSIMU CrIOJTyYHOIT

TKaHUHU Ta XPOHIYHOIO PEBMAaTUYHOIO XBOPOOOIO CEpLs.

pyna cnagkoBKX 3axXBOPIOBAHb CMOJyYHOI TKAHW-
Hu (CT) BMBYEHA HEAOCTATHLO, BHACNIAOKYOroy pesma-
TONOriB, TepanesTiB, CIMEAHWX NikapiB BiA3HAYaOTLCA
CYTTEBI AiarHOCTWYHI TpyAHOLL. Npo ue CBiaYATL HUX-
YyeHaBeneHWA KIiHiYHWMIA BUNaooK. Ha cboroaHi cnocre-
piraeTbCa HEBIANOBIAHICTb Y TEPMIHONOrII, O 3HAYHO
ycknagHioe poboTty nikapa. 9k siaaHavae T.l. Kagypi-
Ha [2], cnapkosi konareHonartii abo 30BCiM He AjarHoc-
TytoTbCs, ab0 nikapi Ha3MBaloTh IX TAKMMM 3araibHUMN
MOHATTAMMU, AK: «AUCNNA3ia (Aucnnasis — NopyLueHHa
PO3BUTKY OpraHiB i TKaHWH B eMBpioHanbHWiA | NOCTHa-
TasbHWUIA Nepioan) CNONYYHOI TKAHUHW» , «<BPOOYXKEHa Me-
3eHxiMasibHa HeAOCTaTHICTL». 3aMiCTb TePMIHA «HeOu-
depeHuiitosaHa aucnnasis cnoay4Hoi TkaHmHm (HACT)»
(tabn. 1) nikapi BAKOPUCTOBYIOTb TAKOX HE 30BCiM KO-
PeKTHi: «cnabkKiCTb CNOMYYHOI TKAHUHW», «CUHOPOM CMNO-
JIYYHHOTKaHWMHHOI aucnnagii», «reHepaniaoBaHa gucrna-
3i91 CNOJIYYHOT TKAHWUHW», «CMNOJIYYHOTKaHWUHHA aucrnia-
3i9 3i 3MiaHuM peHOTUNOM». HeKOPEKTHO, Ha AYMKY
aBTopa, roBOPUTW TaKOX MPO «i30/IbLOBAHY CMOJy4HO-

TKaHUHHY AUCnnasiio», ockinbku B BinbLLOCTI BUNaoKis
y NauieHTiB CNOCTEPIraloTbCA Pi3HOMAaHITHI O3HaKW re-
HepaniaoBaHoro aedeKTy Crnosly4HOI TKAHUHW.

Y nauieHTiB 3i CNnagKkoBMMKM KOareHonaTisiMu BiAl-
3Ha4aloTb NoAIMOPdI3M KNiHIkO-MOPGHONOTriYHUX NO-
pyLieHs [8]. YpaxeHHs1 Npu3BOAUTL A0 3MiH 3 6OKy
BHYTPILLHiX OpraHiB i CUICTEM, PO3BUTKY XPOHIYHUX 3a-
XBOPIOBaHb, TOBGTO BUHMKHEHHS aCOLLIMOBAHOI NaToN0-
rii. ¥ 1999 p. B Omcbky (Pociiicbka Pepepauja) 6yna
npuiiHaTa knacudikaujs, 3rigHo 3 KO CNagkoBi 3a-
XBOPIOBAHHSA CMOJY4HOI TKAHMHW NOAINAI0TbL Ha aude-
peHujiioBaHy aMcnnasito cnoaydHoi TkaHunu (OACT)
Ta HACT. ix kopoTka xapaktepucTtuka [2, 3, 4, 14, 18]
HaBeneHa B Tabn. 1.

HaituacTiwi kniHiko-mopdonoriyHi Ta sicLepasbHi
NOPYLUEHHSA, sIKi CNOCTEPIralnTbCA Y XBOPUX 3i cnag-
KOBMMM KonareHonatiamu [1, 2, 7, 10-18], HaBene-
Hi B Tabn. 2.

HaityacTiwe HACT y kniHiui npeacrasneHa TpbomMa
deHoTunamm [2] (Tatn. 3).

Tabnuun 1
BiamiTHa XxapaxTepucTHKa CNOAYYHOTKAHHHHHUX AMCNNAiN

AACT

HACT

XapakTepuayloTbCAl MEBHAM TUNOM YCNAAKYBaHHSA, YiTKO BU3HAUEHOIO KNiHIYHOIO KAPTMHOIO, BCTAHOBASHUMM (B paay
BMNaZKiB) reHHuMu a6o GioximMidnumu gedexramu. Haitbinbi BigoMumu B Uil rpyni € cuapom Mapdana, Enepca —
Dannoca, Anbnopra, He3aseplueHni octeoreHes. Q4eBMaHO, O B NOAANLIIOMY rPyna CMafkoBO 3yMOBEHMX KONa-
reHonarii 6yzLe po3lmMploBaTHes

DiarHocTyloTbes TOAI, KONKM Y nauieHTis Habip reHeTHYHNX 03HaK He BKNAAAETLCA B XOAHeE i3 AudepeHuiiiopaHux 3a-
XBOPIOBaHb. Lig naronoria nowmpena aoctatHeo wupoko. HACT — He eAuHa HO30M0MYHA ORMHULA, @ FT@HETUYHO re-
TeporeHHa rpyna. Ha ii ocHoBi ¢opMylOTbCA Pi3HOMAHITHI XpOHiuHi 3axBopioBaHHA. Lli aucnnasii MoxyTs Matu cnaj-
KOBY NpUpopy (4acTilie 3 03HaKaM1 ayTOCOMHO-AO0MIHaHTHOrO THNY ycnaakyBaHHsa). IcHyioTe HACT HabyToro renesy,
{0 BUHUKAIOTb B PE3YNLTATi BIVIMBY Pi3HOMAHITHUX $HaKTopiB Ha MJlig, BUKIMKAIOUW NOPYLUEHHS HOPManbHOro eM6-
pioreHe3y a0 NeBHY reHeTUYHY CXHIBHICTb. Y NALliEHTIB Liei rpynu BUSBNAIOTL HECTIPUATIUBUIA nepebir paHHbOro
BHYTPIlLHBOYTPOGHOTO Nepiofdy {3axBopioBaHHs Marepi B | TPUMECTD BariTHOCTI, 3aCTOCYBaHHA Nikapcbkux 3acobis,
BN/MB LWKignMBKX Npodeciitux dbaktopis). Bus4eHHs cnagxoBoro aHamHesy B rpyni HACT BusBnse nigsuiLeHy 4acTo-
TY B CiM'fIX TakuX 3aXBOPIOBaHb, AIK: OCTEOXOHAPO3, 0CTE0APTPO3, PEBMATU3M, BAPUKO3HE POLUIMPEHHSA BEH, reMOpOi
Ta iH. 30BHiLHI HEHOTMNOBI 03HaKK AMCNNA3ii NOEAHYIOTLCS 3 AMCHYHKLIEI0 BereTaTUBHOI HepBOBOi cucTemMu. Moxe
CMnocTepiraTucsl i3oNL0BaHa AMCNNA3ia OAHOIO YK KiNbKOX OPraHis, i30NbOBaHa AUCILIA3iA 3 YDRXESHHAM OJHOIO Opra-
Ha 6e3 30BHilLHIX ceLudiyHUX 03HaK
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Tabnuus 2

Haitvacrtiwi xnivixo-mopdonoriyHi Ta BicuepanbHi NOPYyLWEHHS, WO CNocTepiraioTbCA Y XBOPHX 3i CNAAKOBMMM KONareHonaTiaMm

Cucremn opraHiamy

Moxuiusi nopylueHHs

®Dianynnit poasnToK
Llikipa

HirTi

Bonoccs

3ybm

BywHi pakoBuHU
Opranu 3opy

M’'a30Ba cucTeMa

CkenetHi aHomanii

KicTkoBO-xpsiwioBi gucnnasii

HepBoBa cuctema
Cucrema Kposi
JIOP-oprahm
CepueBo-CyaMHHa cUCTEMA

OpraHu guxaHHs

LLImyHKOBO-KULUIKOBUIA TPAKT

CeyoBupainbHa cuctema
PenpogyktmBHa cuctema

KniHixo-mopdonoriuni Bigpxunexns
MopyweHxHs Gi3u4HOro PO3BUTKY B ANTSHOMY Ta NiANITKOBOMY BiLli. ACTEHIYHA KOHCTUTYLIS, AeiLMT Macu Tina
HixHa, okcamuTOBa; KenoigHi pybuy nicns TpaBM, ONEPaTMBHMX BTPYYaHb, BaKLMHALLiH, NnepeHeceHux iHgeKLiHHUX XBO-
po6; ¢popMyBaHHS NCEBAONYXITMHHUX YTBOPEHb; BATOHYEHHS! NIAWKIPHOrO Wwapy; BIACYTHICTb CTPIl Nicns BariTHOCTI; B'AUIiCTb,
€N1aCTUYHICTb; CUMNTOM «CUrapeTHOro Nanepy»; reMopariyHi NPosiBY; BAPUKO3HE PO3LLMPEHHS BEH
Kpuxki, po3wwennionTsCa Ha NNACTUHKK, 3 AiNAHKAMKU BOTHULLEBOT annasii, aHOHiXis, naxioHixia, NeKoHixia
Tonke, kpuxke, Tyckne, AinsHky anonewii abo rinoTpuxo3sy
MikpoaHomanii: rinoAeHTiA, NapagoHTO3, Kapiec, MIKPOAEHTH3M, OJliIrOfEHTIN, TPEMK
M’ski, 3BepTaloTbes B TPY6OuKY; BiBMCAA MOYKA
Mionisi, rinepMeTponis, aCTUrMaTM3M, NOPYILEHHN pedpaKLii, AUCTONIA KPUILTANKUKA; BiAIAPYBAHHS CITKIBKW; AereHepaTuBHi
3MiHM OYHOTO JHA; MaKPOKOPHEA, NNOoCKa POriBKa; ipuaoaoHes paiayxHoi 060n0HKM; cTadinoma; 6nakuTHi cknepu
MopyweHHs cratypu; annasis, arpodis; Aiactas M’A3iB; KWIEBi BANMHAHHS; FiNOTOHI M'A3iB; aToHif; 36inblweHHs o6cary na-
CHBHMX pyXiB
MoaoBxeHHs Ta BUTOHYEHHS KiHUIBOK; AedopMaLlil rpyAHOT KNiTkM, XpebTa, KiHLIBOK; pi3Hi KiCTKOBO-XPAIWWOBI AMcnnasii; naTo-
noria xpe6ta (ckonios, ki$03, 10pAO3, NpAMa CNKMHa); NATONOris KIHLIBOK — apaxHoAakTwiis, rinepmobinbHicTb cyrnobis, ne-
¢dopmallist Ta BUKPHBNEHHS! KiHLIBOK (BanbrycHa Ta BapycHa aedopmalis); aeopmauia cton (KiHCbKa, N'STKOBA, eKBiHOBAIb-
TyCHa, EKBIHOBApPYCHA, NOCKA, MOCKOBANLIYCHA, KaNbKaHEOBANLIYCHA, KAIbKAHEOBAPYCHA); NNOCKOCTONICTL (NO3A0BXHS
Ta NONepeyHa); CnojlyYeHHs nonepeyHoi nnockocTonocTi 3 hallus valgus Ta «HaTonTUwamu»
Eni-, meTagisapHi, pisapHi, cnonaunoenimetradisapHi; ykOpOYEHHN ANCTANBHMX BifLAiNiB HUXHIX KiHLIBOK {aKkpomenis), ce-
penHix Biaainie (Me3oMenis) i nPOKCUMaNbHUX (pu3omenis)

BicuepanoHi nopylenHs

BeretocyavHHa AUCTOHiS, BpOIXEHi ManbdopmaLil CyUH roNoBHOr0 MO3KY, reMikpaHisi, eHypes, MiaToHiYHWIA CHAPOM
F'emorno6iHonaris, TpomGouuMTONaTIA, NiABULLEHA KDOBOTOYMBICTL
HeilpoceHcopHa TyroByxicTb, 0TOCKIEPO3
Mponancu knanaxie, XubHi XOpaM, PO3IWMPEHHS KOPEHS a0PTH Ta NIereHeBol apTepii, AMCTONiA NaninSpHUX M’a3iB, apTepianb-
Hi, BEHO3Hi Ta 3MilaHi aHriogucnnasii, aHeBPUM3MK CYANH CepLs, CyAMH CepeaHbOro Ta ApiGHOro kanibpy, nopyweHHs cep-
LIeBOFO PUTMY Ta NPOBIAHOCTI, BEreTOCYAMHHA AWCTOHIA, HEAOCTATHICTL KNANaHiB BEH HUXHIX KiHLIBOK, BAPMKO3HE PO3LLM-
PEHHS BEH Ta iH.
BpomxeHi Tpaxeo6poHxoMerania Ta TpaxeobpoHxoMansiLis; 6poHxoekTaTnyHa eMdisema Jlewke; Binbsimca — Kemnbena; ri-
norIasisa nereHi; aHomanis noainy 6pOHXiaNbHOrO AepeBa; PELIMAMBYIOHI ATENEKTA3W NereHb; iRiONaTHYHNA CIOHTAHHWA
MHEBMOTOPAKC Ta iH.
E3odariT; XpoHi4HMiA racTpuT, WO CYNPOBOAXYETLCS AyOAEHOracTpaNbHUM, racTpoesodareansHumM pedniokcoM i xenikobak-
TepHOI0 iHdeKLielo; racTPONTO3; NaHKpeaTUaM; AMCKIHE3is OBYOBUBIAHMX WNAXIB; GYHKUIOHANbLHI Ta aHATOMIYHI aedexTH
XOBYHOTO Mixypa (MeMOpaHy, NeperuHu); CUHAPOM NOAPA3HEHOI TOBCTO KMLLIKW; MErakooH, 0NXOCMIMa Ta iH.
Hedpontos, atonisi yawwe4yHo-MUCKOBOI CUCTEMM, NOABOEHHS HUPOK Ta/4M CEYOBUAINLHOT CHCTEMM, NPOTEiHYpisA
AHOMmanii po3BMTKY Ta PO3TaLLYBAHHS CTATEBMX OPraHiB; OMYLLEHHS MATKM Ta MiXBM; 3aTPUMKA (POPMYBAHHS BTOPUHHUX CTaTe-
BHX 03HAK; IOBEHi/IbHI MATKOBi KDOBOTEMi; BUKWAHI, NEpeAYaCHi NONorv; Bapukouene

Tabnwus 3 Tabnmun 4
Haii6inbw Bigomi peHoTunn HACT MeTtopu, sixi BHUKOPMCTOBYIOTb npu AjarHocTuui AACT
®enornnn HACT x xopoTxa xapaxTepucTnka i i Ix inpopmatuahict i i
Mapdanoinhmii  TMoeaHYIOTLCA O3HAKM FreHepaniaoBaHoi AuCnnasii Yno1pacoHorpadis  [l03sonsie BUSIBUTH CTPYKTYPHO-GYHKUIOHANBHI 0CO-

CnoAYYHOT TKAHUHM 3 ACTEHIYHOIO CTATYPOIO, AONIX0-
CTEHOMENIEI0, apaxHOAAKTUNIEI0, YPAKEHHSIM KIaNaH-

MASS-nogi6Hui

6nmBocTi 3 60Ky cepLeBo-CyanHHOi, renatobiniapHoi
Ta CEYOBUAINBHOI CHCTEM

HOO anaparty cepus (a0pTH), NOPYLUEHHSIM 30py PentreHorpadiy-  3acTOCOBYIOTL ANS BUSBNEHHS NATONONIT NEreHb,
HasiBHi 03HAKN reHepani3aoBaHOro ypaxeHHs cro- Hi METOAM IOCNI-  OMOPHO-PYXOBOrO anapary, WAYHKOBO-KULLKOBOro
Ny4HOI TKAHWHW, NOPYILEHHs 3 6oky cepus (YacTilwe IDKEHHS TPaKTY, Ce40BUAILHOI CUCTEMH

nponabyBaHHs CTYNOK KnanaHis), CkeneTHi aHomanii,
LUKipHi 3MiHW (BUTOHYEHHS, AinAHKKM cybaTpodii)
[MoeaHylTbCA 03HAKM reHepanisoBaHoi aucnnasii
Cnony4yHoT TKAHUHM 3 TEHAEHLYEID A0 rinepenacTuy-
HOCTI LKipY Ta rinepmMobinbHicTIo cyrnobis

Enepconogi6Huii

EKT, enektpodisio- BusBnsioTs NOpyLeHHs puTMY i NPOBIAHOCTI
NIOTi4HI MeToaU
ExoKIr Busiansie aHomanii 6y0Bu cepLeBux kianaHis, ne-
PETHHOK, NaninspHuX M’a3iB, xopa — 10610 Api6-

Hi CTPYKTYDHi aHOManii cepLis, a TaKOX BPOAXEHi

3aaHaueHi peHoTvnn HACT noTpibHo Bigobpaxa-

Baju cepus

CneujancHi reHe-  BM3HA4YeHHs NEPBUHHOTO reHETMYHOTO fedexTy,

TV Npu GOPMYNIOBAHHI KIiHIYHOrO AiarHo3y. B Hboro
TakoX HeobXigHO BKIIOYATU XPOHIYHY NaToNorilo, aco-
LiioBaHy 3 YPaXKEHHSIM CMOJSTYy4HOI TKAHUHU, OCKiNbKX
BOHa € BinoBpaXeHHAM eAVHOro eTionaToreHe TMYHO-
ro npouecy. Y 38’A3Ky 3 TUM, L0 Npu BaraTtboX 3axBO-
PIOBAaHHAX CMOJYYHOI TKAHWH CMOCTERIraeTbCs CX0Xa
K/iHiYHa CUMNTOMATKKA, iX AudepeHLioBaT HaA3BU-
YaiHO BaXKO. MeToaw, ki 3aCTOCOBYIOTb 415 AjarHoC-
Tukn O0CT, HaBeneHi B Tatn. 4.

Y 8—-10% nauieHTiB 3i CTPYKTYPHMMM aHOMAJTISIMU BU-
SIBNSAIOTb AedEKTN MiXINepencepaHoi Ta MiKLLTYHOUKO-
BOi MEPETUHOK, CTEHO3 aOPTa/IbHOIO | IereHeBoro kna-

THYHi JOCAIXEHHS  3MiH AMiIHOKMCAOTHOI NOCAIAOBHOCTI

naHis [5]. Mpwm exokapajorpadii y xsopyx BUSIBNAIOTb aHO-
Maiii: N0OOAMHOKI Ta MHOXWHHI YTBOPEHHSA, abepaHTHi
XOPOM NIBOMO LLTYHOUKA, NOJOBXEHHS NaniNApHMX Xopa,
nponabyBaHHS aTPIOBEHTPUKYNSIPHUX KNnanaHiB, Mikco-
MaTO3HY AereHepauiio MiTpanbHOro KnanaHa, aHoma-
Nito0 pO3BUTKY a0PTA/ILHOrO KiarnaHa, aHeBpu3aMaTuyHe
BAM’siyyBaHHsA [6]. Hepiako (¥43) y XxBopmx 3i cnagkoBu-
MU AMCNIa3iaMN BUSBNAIOTb apTepiasibHy rinepTeHsito
(AN [2, 9 1. Ao npyumH Ti pO3BUTKY BiOHOCATL rinepka-
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TexonamiHeMilo, 36U1bLUEeHY KiNbKICTb aapeHepriYHuX pe-
LLenTopiB, NiABULLIEHY YYTAUBICTL CTIHKW CyaMH 10 aape-
HepriYHoi CTMMynsLi, nocnabneHHs BinvBy napacvumna-
TUYHOI HEPBOBOI CMCTEMM; HASIBHICTb aHOMAaiA PO3BUTKY
HUPOK (MUCOK, CEYOBOAIB), HEHPOMNTO3Y 3 PO3BUTKOM Mi-
enoHedpuTy i rigpoHedposy; CTEHO3yBaHHS HUPKOBMX
apTepii BHAaCNia0K HEMOBHOLHHOCTI CTPYKTYPW iX CTIHOK.
3a AOMIHYIOHOI0 KNiHIKOK YPaXeHHSs1 04HOI0 opraHa
He 3aBXM NiKapio BOAETLCH PO3Ni3HATU CUCTEMHY Na-
Tonorito. Nomy cnif, BpaxosysaT, LLIO NEPBUHHWI PO-
nanc mitpansHoro knanaHa (NMMK) He 3aBxau € i301b0-
BaHolo aHomarieto cepus [11, 12]. loaaTtkosi dpemiH-
remcbki kputepii (1986) nepsuHHoro NMK, a To4Hiwe
«cnHapoMm [TMK», BknioyaloTb Taki fiBMLLA, SIK: 3MEH-
LUEHHS Macu Tina, aCTEHIYHY KOHCTUTYLIO, 3HWXEHHSA
apTepiansHOro TUcky (AT), 03HaKM OUCMNNACTUYHOrO
PO3BUTKY, MaJli PO3Mipu cepus, BUBYXaHHS (DeHTreHo-
rpadiyHo) ayr nereHeBoi aprepii. MMK Takox BxoauTb
Y CAMMTOMOKOMIMIEKC TaKMUX CNAaaKOBUX CUHAPOMIB, SIK
Enepca — Jaunnoca, MapdaHa, 4acTo € CknaaoBsolo
vyactuHoio HACT. Beaxaetbes, wo NMMK ycnagkosy-
€TbCH 32 ayTOCOMHO-A0MIHAHTHUM TUMOM CUHTE3Y KO-
nareHy. BcTaHOBNEHO reH ayTOCOMHO-A0MIHaHTHOrO
MikcomaTosHoro NMK, nokanisoBaHoro y xpoMoCoOMi
16p 11.2-12.1. Mpun NMK cnocTepiracTbLCs roNoBHNUIA
6inb, Taxikapaia, kapaianrisa, NPecUHKONasNbHI CTaHu,
NMaHivyHi aTaku, 3aJMLLKA, enidoAnyHa rinoToHiq. [insu-
LLYETbCA PU3MK BUHUKHEHHS NOoTeHujanbHo Hebeaneu-
Hux apuTMmii, TpoMBembonii, iIHOEKLINHOro eHpokap-
auTy, pantoBoi cMmepTi. Y xsopux i3 NMMK Hepigko Bu-
SIBNSAOTb NOPYLUEHHNA PiSNYHOro PO3BUTKY, BiAHOCHE
BUAOBXEHHA BEPXHiX KiHUiBOK, riMnOTOHilO M’A3iB, NO-
pYLLEHHS 30pY, AedopmMaLiito rPyaHOT KIiTKW, eKcKaBa-
LLil0 rpyavHu, BTpaty ¢isionoriyHoro Kihpo3y rpyaHoro
Bioginy xpebrta, ckonios, GopmyBaHHs rpux LLImopns,
PaHHBLOr0 OCTEOXOHAPO3Y, OCTEAPTPO3Y Ta iH.

Hasoaumo Bnnanok giarHoctnkn HACT y Haluii
KNiHiLi.

MauieHTka C., XiHka, 19 pokiB, CTyAEeHTKa, 3BEPHY-
nacb y peesmaronoriyHe BigaineHHsa KniBCbkoi MiCbkoi
KniHiYHOI nikapHi N2 6 23.05.13 p. 3i ckapramm Ha 6inb
y cyrno6ax HUXHIX KiHLIBOK, KONIHHWUX, FOMIIKOBOC-
TOMHUX, SIKi NOCUNIOIOTLCS NPU pyxax, NepiocaAndHUn
cy6dbubpuniter. JiarHo3 npy rocnitanisauii: Peak-
TUBHKIA apTpUT. XPOHi4yHa peBmaTmnyHa xBopoba cep-
us, | CT. aKTMBHOCTI, HE3Ha4YHa aopTanbHa HeJoCTaT-
HiCTb, NPONAanc MiTPanbHOro kranaHa 3 He3Ha4yHo
MITPanNbLHOIO HEAOCTATHICTIO | CT. cepueBa HegoCTaT-
HicTb (CH) |. SakmoyHuit giarHo3: XPOHIYHA peBMaTHY-
Ha xBopob6a cepus, | cT. akTMBHOCTI, HE3Ha4YHa aop-
TanbHa HeAOCTAaTHICTb, MPOoAanc MiTPanbLHOro Knana-
Ha 3 HE3HAYHOIO MITPANbHOIO HeaocTaTHicTio | cT. CH 1.
OcTeoapTpos, NoniocTeoapTpos 3 ypaxeHHaM api6-
HUX i BEIMKUX CYrnobiB — KOMIHHUX, PEHTreHoNoriYHa
ctagjs I, roMinKoBOCTONMHWUX Ta CTOM, PEHTrEeHO0riY-
Ha cTagifa |, PpyHKuUiOHaNnLHa HepaOCTaTHICTL cyrnobis
(PHC) 1. NonepeyHa nnockocTonictb 060x cTon. Xa-
noc-sapyMm. CevyoconLoBuii giates. Ypukosypis. Bys-
NoBWiA 306. ACTEHOHEBPOTUYHMIA CUHAPOM. Beretocy-
OWHHa aucToHia (BCA) 3a 3MilLaHUM TUNOM.

PaHiwe cnocTtepiranacs negjarpamu 3 npuBoady 3a-
TPUMKM Pi3NYHOr0 Ta CTaTEBOro PO3BUTKY. HacTo xBO-

pina aHriHamu, Bnepuue B 2010 p. 6yna rocnitaniaosa-
Ha B peBMaTonorivyHe BigaineHH: 3 AiarHO30M XPOHiy-
Ha peBMaTU4YHa xBopoba cepus. 3a nepion Ao TPaBHA
2013 p. 6yno 3ajiicHeHo 4 rocniTanisauji 3 LM ajarHo-
30M. Y 2012 p. 6yna npoBeaeHa TOH3WEKTOMIS 3 MpU-
BOZAY XPOHIHHOIO TOH3uUNITy. Mpu 06’ekTMBHOMY AOCHI-
JDKEHHi: y XBOpOi 3picT— 165 cMm, Maca Tina — 65kr.
3aranbHuii CTaH 3a40BiNLHUA, NOBEAiHKA aaeKBaTHA,
KOHCTUTYLIS acTeHivyHa. PO3BUTOK NiALWKiPHO-XUPO-
BOi KNITKOBUHW 3a40BiNnbHUA. LLIkKipa 3Bu4aiiHOro ko-
Nbopy, cyxa, Typrop i 3HmwkeHnn. Cnnaosa 060noHka
6nipa. NMepudepunyri nimdoBy3nn He 36inbLIEH], MO-
JIOYHI 3a51031 He 3MiHEeHi, LWUToBMAHa 3ano3a 36inb-
weHa. Y nereHsx AuxaHHs Be3UKynsipHe, NepKyTOPHUA
3BYK flereHeBuii. Mexi cepus B HopMi. Mpu ayckynbta-
Lii Ha BEpXiBL BUCIYXOBYETLCSH CUCTONIYHWIA WWyM. AT
120/70 mmM pT. cT., HCC 80 yAa./xB. OpraHun TpaBneH-
HS: NigHe6iHHA roTu4He, 3iB HOPMaNbLHMIA. H3KK BONO-
rvi. XKneit npy nansnauii 6e3bonicHnia, popma 3BM-
yaiiHa. MeuyiHka He 36inbweHa. CenesiHka He nanbny-
eTtbes. CumnTom MacTepHaUbkoro HeraTMBHUIA 3 060X
60kiB. BUNnopoXxHeHHs: NPOHOCIB, 3anopis HeMae. Cy-
rno6u KONiHHI, FOMINIKOBOCTONMHI 30BHi HE 3MiHEHI. Manb-
Lii Hir NOAOBXEHi, CTOMW LUMPOKI, NAOCKI (nonepeyHa
MIOCKOCTOMICTh).

Pe3ynbratn 1a60paTopHUX Ta IHCTPYMEHTAIbHUX
LOCHIAXKEHb:

3aransHuii aHania kposi (27.05.2013 p.): remornobiH
138 r/n, eputpounmn4,2 - 10'2/n, pomboumm 212 - 10%/n,
neiikouutn 7,9 - 109/n, LLUOE 18 mMm/rop, HelTpodinm
cermeHrosiaepHi — 68%, nimpountn — 27%, MOHOLM-
™ — 5,6%. Y 3aranbLHOMY aHanisi cedi naTonorivyHux Big-
XWNEHb He BUSIBNIEHO. Y GioXiMiHHOMY aHani3i KPOBi BUSIB-
neHo: 6inok — 78 r/n, cewoBnHa — 4,6 MMONbL/N, Xonec-
TepWH 3aranbHuii — 4,0 MMOJb/n, 3aranbHui GinipyGiH
NiaBULLEHWIA [0 28 MKMOJb/N (38 paxyHOK HENPSAMOro —
21,3). ®ibpuHoreH — 3,2 r/n, CPB (=), PD (-), AnAT —
0,45 op/n, AcAT — 0,41 og/n, ACJO (-). IHWIi NOKa3HKU-
KU, Y TOMY 4mchi BioxiMi4Hi, HE3MIHEH.

EKT: Big, 26.04.2013 p.: HecneuudivHi nopyLueH-
He B/w npo.igHocTi. EKI Bip 23.05.2013 p.: MNepen-
cepaHuii putMm. CuHopom JlayHa — MaHoHra — Jlesi-
He. O3Haku rinepTpodii NiBOro WiayHo4Ka.

PeHtreHorpadisa koniHHux cyrnobis 06.10.2010 p.:
CTPYKTYpa KiCTOK He 3MiHeHa. KOHTyp# iX 4iTki, piBHi.
PenTtreHorpadisi kucreii i cton Big 08.05.13 p.: Octeo-
nopo3 cyrno6oBux KicTok. HepiBHOMIPHE 3BY>KeHHS1 MiX-
cyrno6oBuX LLUNWH, Api6GHI kKicTonoaiGHI NPOCBITNEHHS,
NOMIPHMIA cyGXxoHapanbHUiA cknepos. PeHTreHorpadis
koniHHux cyrno6iB Big, 06.06.2013 p.: BucoTa cyrnobo-
BOI LLUIMHA HEPIBHOMIPHO 3BYXEHa Ha Y2. YLWinbHEeHHSs!
3aMKMKaIoYMX NMIACTUHOK. 3arocTpeHHs1 MDKBMPOCTKO-
BUX NigBuLieHb. BucHoBok: [ledopmyiounini octeoap-
Tpo3 Il cT. koniHHUX Cyrno6iB. PeHTreHorpadia cToniro-
MinkoBo-cTynHeBux cyrnobis Big 07.06.2013 p.: BucoTa
cyrno6osux winuH B MAOC, NMDC cTon i rominkoBocTon-
Hux cyrnobiB 3HMXeHa Ha Y2, YILiNIBHEHHS 3aMUKAIOYMX
NMNacTmHOK. MoMipHMiA 0CTEoNopo3 KiCTOK CToM. BUCHO-
Bok: [ledopmytounini octeoaptpos Il CT. cTon i rominko-
BOCTOMHWX CyrnobiB.

ExoKI™ B guHamiuj: 15.10.2010 p.: Nponanc Mitpaib-
HOro KJ1anaHa, MacuBHe NoAo0BXeHHs NepeaHbLOi CTyI-
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KW. HeoocTaTHICTb MiTpasibHOMO Ta a0PTaSILHOMO Knana-
HiB. ExoKT Big 19.06.12 p. MiTpasnbHwii knanaH: peryp-
ritauis | cT., i6po3 kpaiB CTyNoK; a0pTaNbHWiA KilanaH;
rpagieHT 10,8 MM pPT. CT., perypritadis MiHiManbHa, no-
MipHUA pibp0o3; TpUKyCnioaNbLHWA KnanaH: perypritasis
MiHiMaUbHa, Npoianc. IHLWi NOKa3HWKW BiANoBiaAIOTb He-
3MiHEeHUM napameTtpam. KoHcynbTaTMBHMIA BUCHOBOK
IHCTUTYTY CepLEeBO-CYAMHHOI xipypriiim. M.M. AMocoBa
Bin 31.05.2012 p.: HeaHayHa aopTasibHa HEOOCTATHICTb.
Mponanc MiTpanbLHOro knanaHa. HeaHayHa MiTpasib-
Ha HegoCTaTHICTb. He3Ha4yHa HeQOCTaTHICTb TPMKYCHi-
nanbHoro knanaHa. ExoKrI Big 26.04.2013 p. MiTpank-
HWIA knanaH: perypritauis Il cT., nponanc, ¢pibpo3s kpa-
iB CTynok; aopTanbHUiA knanaH: perypritauis |-l cT.,
$i6po3; TpUKyCniaanbHWA KnanaH: perypritawisi MiHi-
MasibHa, nponanc. KnanaH nereHeBoi apTepii: peryp-
ritauisi MiHiManbHa. |HWi Noka3HUKK BiANOBIoAIOTb HEe-
3MiHEeHNM napameTpam. BUCHOBOK: cenapaLlisi iMCTkiB
nepukapga 3 eneMmeHTaMm GibpUHO3HUX BISIOYEHb, HE-
[OCTaTHICTb MITPaNIbHOr0, a0PTaNLHOrO KnaraHis, ne-
reHesa rinepteHsis | CT.

Y3[0,040M Big31.05.2013 p.: 6e3 ocobnuBocTteid. Y3/,
wmToBMAHOI 3a103u Big 30.05.2013 p.: By3nosuii 306.

KT OrK ig, 07.06.2013 p.: 6poHxonereHeBuii Ma-
JIIOHOK NMOCKNEHUIA Yy NPUKOPEHEBUX Bipgainax, cepue
36inbLueHe 3a paxyHok rinepTpodii NiBOro WwayHou4ka,
iHwe 6e3 ocobnmBocTen.

Koncynbtauii piannx crniewianicTis:

opronena 2010 p.: NonepeyHo-po3nnacTaHi cTyn-
Hi. PexomMeHO0BaHO opToneauyHe B3yTTs, CyniHaTopu;

Tpasmaronora 13.06.2013 p.: OcteocapTpo3 060x
KoniHHMX cyrnobis. CMHOBIT NpaBoro KONIHHOrO Cy-
rnoby. ApTpasrisa. MonepeyHa nnockocTonictb 060x
cton. PekomeHpgoBaHa koHcynbTauia 8 HAl optone-
Aii Ta TpaBMaronorii, HOCiHHA OPTONEeAUYHOrO B3YyTTH;

rneuxiaTtpa: ACTEeHIYHWIA CUHAPOM i3 DyHKLiOHaNb-
HUMUK NposiIBaMU, ENEMEHTaMU YCTAHOBYOI NOBELIHKN
Ha opraHiyHOMY ¢OHi;

HeBponarosorasig 05.06.2013 p.: BCA, comaTtuny-
HO 3yMOBJIEHA 3 aCTEHOHEBPOTUYHUM CUHAPOMOM;

reHetnka 11.06.2013 p.: JaHHWUX LLOAO CNaaKOBO-
ro CUHOPOMY HeMae. 3aaHa ceyva Ha CKPUHIHT;

ractpoenteponora 2010 p.: MacTpoayoneHir. Xo-
naHrit. JuckiHesisa xoB40BUBIAHUX LinaxiB. Jo6po-
siKkicHuii renatos (CuHapom XXunwbepa (?));

yposora 13.06.2013 p.: CevoconboBuii aiates,
yparypisi.

TaknM YUHOM, NPU ANHAMIMHOMY 0B CTEXEHHI XBOPOI
BCTaHOBJIEHO HasIBHICTb xapakTepHux o3Hak HOCT: 3a-
TPUMKa CcTaTteBoro Ta ¢i3uyHOro po3BUTKY, rinonnasis
MAaTKMW i3 BTOPMHHOIO AUCMEHOPEEID, ACTEHIYHA KOHCTU-
Tyuisi, roTuyHe nigHebiHHA, MacKBHe NOAOBXEHHs nepe-
[HBOI CTYNIKU MITPaJ1bHOIO KIanaHa, npoanc MiTpasibHO -
ro Ta TPUKYCNiga/LHOro KianaHiB, 3B0POTHMIA TiK KPOBI
Ha aopTasibHOMY Ta KranaHi JiereHeBoI apTepii; ABo6ivHa
nonepeyHa rnJI0CKOCTOoNICTb Y noeaHaHHi 3 hallus varus,
BiAXMNEHHA Y NCUXiYHOMY CTaHi. JlonaTtkoBo y XBOPOI Ha-
sIBHI cuHapomMn XXunbbepa Ta JlayHa — MaHoHra — Jle-
BiHe LGL. PiBeHb CPB y kpoBi Ta LIOE npotarom 2 po-
kiB 6ynu HopmanbHuMmK. Tutp ACJ1-0O 6yB niguLLEHHWIA
TinbKu Nig, yac ogHiei 3 rocnitanisaujii. NpoTusanans-
Ha, NpoTMpeBMaTnyHa Tepanis 6yna MmanoedekTuBHoIO.

NIKAPIO-NPAKTUKY

BpaxoBylouu BCIO BulLleHaBeaeHy iHpopmaliiio,
aiarHo3 cnig cdopmynioBatu Takum YUHOM. OCHOB-
nuniA: HOCT. MASS-noaibHuii deHoTtun (nponanc mi-
TPasbHOro i TPUKYCNiAanbHOroO KianaHie; MacuBHe
NOAOBXEHHS NEPEAHBLOI CTYJIKU MITPaNbHOrO Knana-
Ha; roTu4He niaHebiHHA; NOAOBXEHHS NanbLiB CTyN-
HiB; NOEQHaHHA NONEepeYHoi NAOCKOCTONOCTi CTyn-
HiB 3 hallus varum; BC/[], naHi4Hi ataku; NopyLleHHs
TepMoperynauii). AcouifioBaHna narosnoris. Octeoap-
TPO3, NONIOCTE0apPTPO3 3 ypaXeHHAM Api6HMX i Benu-
KnX cyrno6iB — KoniHHWX, peHTreHonorivHa ctagis ll,
rOMINKOBOCTOMHWUX Ta CTOM, PeHTreHonoriyHa cragis |,
®HC | c1. OcTeonopoa cyrnobosmx kictok. FacTpo-
ayoneHit. luckinesis xxoB4oBUBIAHUX LUAsIXiB. CyryT-
Hs naronoris: Cuigpomu Xunsbepa ta JlayHa — lNa-
HoHra — JlesiHe. Ce4yoconL0BUiA aiates, ypukosypis.
Byanoswii 306.

TuUnNoBOIO NOMUNKOIO NiKapiB € Te, L0 BOHU NPy ¢op-
My/IOBaHHI AjarHO3y BTOPUHHI CUMINTOMMW CTaBASTL NPO-
BiOHUMWN.
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TPYAHOCTU AUATHOCTUKM
HEAW®DEPEHLIMPOBAHHOW
AUCTNA3SWW COEOUHUTENLHON TKAHW
B NPAKTUKE BPAHYA-PEBMATOJIOMA

B.K. Kazumupko, J1.H. Usauuukas,
A.T. Oyb6kosa, T.C. Cunanrteena, I'.I1. MBaHoBa,
M. . MonyaHeHxo, H.B. LLiaposa

Pe3ioMe. ABTOpaMU OrUCaH KJIIMHUHECKU Crlydai
3aboneBaHua HennpdepeHLNPOBaHHOM Ancnna-
3ueii coeguHuTenbHol tkann (HACT) y AeByLuku
B Bo3pacte 19 netr. 3r1a gucnnasust MOXeET UMETb
HacneACTBEHHYIO Npupoay (Yalle ¢ npusHakamm
ayTOCOMHO-AOMUHAHTHOIO TUrna HacieA0Banms).
HAOCT aunarHoctupyetes Toraa, Koraay nauneHToB
Habop reHeTN4eCKnX NPU3HAKoB He YKIaabiBaeT-
CS1 HY B OA4HO M3 AN epeHLNPOBaHHbIX 3abone-
BaHWIA COEANHUTEIbHON TKaHW. [JaHHasi naTtonorusi
pPacrnpocTpaHeHa 4OCTaTO4YHO LLMPOKO, HO Bpada-
MU QnarHocTmpyeTcs 40CTaTo4HO penxo. Ha ee oc-
HOBe YOPMUPYIOTCS Pa3/INYHbLIE XDOHNYECKUNE 3a-
6oneBanus. [pnBeneHsl NoAPOOGHOE KITMHNYECKOE
onucaHue ciy4qasi, 1abopaTtopHbie U MHCTPYMEH-
TasIbHble AAaHHbIe, OLWNOKN 1 NMyTb K NPaBNIbHOM
ANarHocTnku gaHHoro 3abonesaxus. [lpoBeneHo
o epeHunansHyo AMarHoCTUKY C APYrnMm Quc-
n1a3nsiMy COEANHNTENIbHOV TKaHM U XPOHNHECKOM
peBmaTn4eckoit 601e3HbI0 cepaua.

Kniouesblie cnoBa: HeandpepeHumMpoBaHHast
AWCNNasnsa COeaANHUTENLHOW TKaHK, nponanc
MUTPaNbHOro KianaHa, KIMHUYECKWIA criyydai,
ANarHocTuka.

DIAGNOSTIC DIFFICULTIS

IN UNDIFFERENTIATED
CONNECTIVE TISSUE DYSPLASIA
IN RHEUMATOLOGISTS CLINICAL
PRACTICE

V.K. Kazimirko, L.M. lvanitskaya,
A.G. Dubkova, T.S. Silantyeva, G.P. lvanova,
M.F. Poludnenko, M.V. Sharova

Summary. The authors describes a clinical case
of undifferentiated connective tissue dysplasia
(UDCTD), in 19 years old girl. These dysplasia can
be hereditary in nature (often with signs of autoso-
mal-dominant inheritance pattern). UDCTD is diag-
nosed when a patients genetic set do not fit withany
of the connective tissue diseases. This pathology is
widely distributed, but it’s rarely diagnosed by phy-
sicians. On the basis of UDCTD the various chronic
diseases progressed. A detailed clinical description
of the case, laboratory and instrumental findings,
mistakes and the way to the correct diagnostic of
the disease. Here are showed a differential diag-
nosis with other connective tissue dysplasia’s and
chronic rheumatic heart disease.

Key words: undifferentiated connective tissue
dysplasia, mitral valve prolapse, clinical case,
diagnostic.

Appeca ans nIMCTyBaHHA:

Kaaumupko Bitaniit Kaaumuposuny
04112, Kwis, Byn. [loporoxuueka, 9
HauioHanbHa MeauyHa akagemis
nicnsaunaoMHoi ocsitu iM. M.J1. Ulynuka

PEDEPATUBHA IHOOPMALIA

K 2018 r. o6bem MMpoBOro phiHKa NnpenapaTtos
ANA IevYeHns NPy peBMaTOMAHOM apTpuTe
AocturHet 52,1 mnpa gon. CLUA

lo marepunanam www.fiercepharma.com;
www.imshealth.com

Mo paHHbIM aHANUTUYECKOI KoMmnaHum «Evaluate
Pharma», cpepgHerogosoi temn npupocta (Compound
Annual Growth Rate) MnpoBoro peiHka npenapaTtoB
OIS IeYeHnst Npyu peBMaTonagHOM apTpUTe B AEeHeX-
HOM BbipaxkeHun B 2013-2018 rr. coctaBut 4%. Oxu-
naetcs, 4Tto k 2018 r. 06beM Npoaax NekapCTBEHHbIX
CpencTB aToM ynnbl gocTurHeT 52,1 mnpg aon. CLUA.

CeroaHs MMPOBOW PbLIHOK NpenapaToB OJ1s neye-
HUS NPYM PEBMaTOMOHOM apTpute No o6Lemy Npoaax
SIBNSIETCH OOHUM N3 KPYMNHENLLMX CEKTOPOB Ha MUPO-
BOM papMaLLEBTUHECKOM PhIHKE U, MO NPOrHo3am aHa-
JNINTUKOB KOMMaHuu «Evaluate Pharma», B 6nanxaiiume
roabl NPOAOIIXUT YOEepPXUBaTb NO3ULMK.

Mo gaHHBLIM MccnepoBaTeNbCKOW KOMMNaHUMU
«IMS Health», B 2012 r. no o6bemMy Npoaax B AeHeX-

HOM BbIpaXXeHMW Cpeaun NeKapCTBEHHbIX CpeacTB
Ans Tepanvu Npu peBMatoungHOM apTpuTte nuan-
poBanu Takme 6nokbacTtepbl: Humira® (agannmy-
mab, «Abbott Laboratories»), Enbrel® (aTaHepuenT,
«Amgen» 1 «Pfizer») 1 Remicade® (MHdNMKCUMAO,
«Johnsoné&Johnson», «<Merck&Co.» u «Mitsubishi Tanabe
Pharma»). O6bemM ux npopax coctasvn 8,5 mnpa oon.,
7,51 7,3 Mnpa Oon. cCoOoTBETCTBEHHO.

Mo nporHo3zam komnaHun «Evaluate Pharma», atn
6paHabl COXpaHAT nuaupyioLimve no3vumm go 2018 .
B uvactHocTU, NpenapaT Humira®, kak oxwupaeTcs, 6y-
net naepomMnk 2018 r. — ero yaensHbIn BEC B CTPYK-
Type MMpPOBOro o6bema npopaax JekapCTBEHHbIX
cpencTs oji1s Tepanvm Nnpu peBMaToOMAHOM apTpUTE CO-
cTaBuT 23,5% (12,8 Mnpa oon.). B 1o xe Bpems B 61un-
XaWLume rofbl OXXuaaeTcs NosB/IeHWe HOBLIX UTPOKOB
Ha pbIHKE NpenaparoB 415 Ie4eHUs NPy peBMaToua-
HoM apTpuTe. OAHUM U3 CaMbIX MEePCNEKTUBHbIX SABSI-
etca Xeljanz® (topaumtuHnb, «Pfizer»), o6bem npopax
koToporo k 2018 r. MoxeT cocTaBuTb 2,7 MApA 4ON.
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