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1. KniHiKO-CTaTUCTUYHI JaHI.
2. BpomxeHHi Baau
3. CnaakoBi 3aXBOPIOBAHHS.

1. Kniniko-craTucTuyHi aaHi.
Cepen pi3HOMaHITHUX 3aXBOPIOBAHb OPraHiB OMOPH 1 PyXy IUTOMA Bala BPOJUKEHMX
aHoMatii ckenety mocuTh Benuka. 3a manuMu BO3 Ha koxHiI 1000 HOBOHApOKEHNX
NPUXOJMTECA B CepeqHboMy 18 mitelt 3 BpomKeHMMH JedOopMalisMH OMNOPHO-
PyXOBOTO anapary.
L1i medopmanii BUHUKAIOTH B pe3yJibTaTi Ae(eKTiB pO3BUTKY 3apOJKOBOI TKAHUHH.
Cepen BenuKOl KUIBKOCTI €TIONOTIYHUX (aKToOpiB SIKI NPU3BOAATH 0
BUHUKHEHHS BPOJ)KEHUX BaJl PO3BUTKY BUIUISIOTH ABI MPyIH:
€K30reHHi - TO6TO (haKTOpH 30BHIIIHBOTO CEpeIOBUIIA - Jisl M1BUILEHOI
pagianii, NpuWiOM BariTHOIO JKIHKOIO IpenapariB, sKi MaioTh TEPATOTEHHY [iI0
/TamigoMun , Jeski cynbdaHiaMigHi mpenapatd, BeIUKI J03M TOPMOHAJIBHHMX
npenapaTis, BiTaMiHiB, iH®EKIifHI 1 mapa3uTapHi 3aXBOPIOBAHHA MaTepi - KPacHyxa.
TOKCOITa3M03, TOPMOHaJIbHI po3naau/ i eHJOreHHi, NOB'A3aHl 3 3aXBOPHOBAHHAM
Marepi 1 TreHeTMYHO OOyMOBJIEHi. 3 ypaxyBaHHSM €TIOJIOTIYHMX  (aKTOPIB
pO3pOGIIAIOTECS 3aX0/I1 3 aHTeHATaIbHOT MPOGINAKTHKH BPOJLKEHUX AedopMalliii.
He MeHII BaXXJIMBUM SIBIISIETHCS TX PaHHS JiarHOCTHKA i JIikyBaHH:A. Taki gedopmaiii,
SIK BPOJPKEHWI BUBUX CTErHa, BPOJKEHY KJIMIIOHOTICTH | KPUBOLIMIO CJIIJ JIIKYyBaTH
OYKBaJIbHO 3 MEPIIMX JHIB XUTTS TUTHHH, TAaK SK YUM IIi3HIlIe 110YaTo JIIKyBaHHS,
THUM BOHO TpPHBAaJillle, THM MEHIIIE [IIaHCIB Ha JOCATHEHHS TIOBHOIO BUJY)KaHHS.
Ha choromHimHi#i 1eHp B Hamii# kpaiHi po3pobiieHa JOCKOHaIa CUCTEMa 3aXO/iB 110
PaHHBOMY BHSIBJIEHHIO BPOJDKEHUX jaedopmaliil i X JiKyBaHHs B CIeliai30BaHMX
MeauuHuX 3akianax. Jlo mpodisakTuyHOi poOOTH KpiM OPTOMNEAIB 3ajlyH4arorbhes
TAKOXK aKyllepH, HEOHATOJIOTH, SIKUX HaB4YalOTh OCHOBHUM IIPUHAOMAaM BHSBJIEHHS
BPOKEHUX JAedopMaliili OMOPHO-pYXOBOIO anapary.
Knacudikauis BpoaxkeHnx Bag po3BUTKY

o 1.3a nomupeHicTio:

o — I30JIbOBaHI — JIOKAJII30BaHI B OJIHOMY Oprati (HALPHKALL CICHOs
nijopyca, IepCUCTyBaHHs apTepianbHOT IPOTOKH);

o — CHCTEMHIi — B Me)XaxX OJHI€l cucTeMU (HallpUKJIaZ, XOHAPOAMCIIIA3if);

o — MHOXHWHHI — JIOKaJTi30BaHi B OpraHax ABOX | OLIbILE CUCTEM.

o 2. 3a nokamizauiero: [IHC Ta opranud uyrtTs, 00auuust | IIKs, CEPLEBO-
CYIWHHA, AUXajbHa, TpaBHa CEUOBUALIbHA CUCTEMH, OIIOPHO-PYXOBHH amapar,
CTaTeBi Ta €HJOKPUHHI OpraHu, LIKipa Ta il NIpUAaTKU.

Bpomkeni Baan ITHC 3a uacroroio 3aliMaloTh IMepiie MiCLe i 3ycTpidaroThes
npubnusHo y 30% BUMaKiB cepel Bag pPO3BUTKY, SKi BHUSBISIOTH y AiTeH. OCHOBHI
Bpoxeni Baau LIHC 3 nornsiny Xipyprii:

YepenHo-MO3KOBi rpusKki — BUMHHAHHSA B JUISHII AedeKTy KICTOK depena.
JloKami3yloThCsl MepeBaXHO B MiCLAX 3'€HaHHS YepemHUX KiCTOK. Po3pisnsioTh —
MEHIHTrolLIeIe — TPYXKOBUN MIIIIOK TPEACTABICHUH TBEPIOIO MO3KOBOK OOOJIOHKOIO |
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IIKIpOIO, @ HOTO BMICTOM € ueperocanaana piguHa, MeHiHTOeHLedanolene — y
IPHXKOBUI  MIIIOK BHUINHMHAETECS TOW abo0 IHIIMH BIAAT TOJOBHOIO MO3KY,
eHIehaoUCTOIe]ie — BMICTOM I'PHXKOBOrO MIllIKa € PeyOBMHA MO3KY | MO3KOBHX
IIUTYHOUKIB.

IMopennedaJtiss — KicTH y TOJIOBHOMY MO3KY, sIKi 3'€ITHYIOTbCS 13 LLIYyHOYKaMK
1 cybapaxHOIIaJILHUM IIPOCTOPOM 1 BUCTEJICH] eTeHIUMOI0.

Spina bifida — rpuxi ciMHHOTO MO3KY, MOB'S3aH1 3 HE3POUIEHHSIM A0pcalbHUX
BimainiB xpeOuis. HezakpuTTs XpeGeTHOTO KaHATy MOXE 3yCTpiyaThcs y 0yib-skomMy
Bimiai XpeOTa, yacTilie MOnepeKoBOMY i KPHIKOBOMY, 1 3aXOIUTIOBATH PI3HE YUCIIO
xpeOl11iB;

IMoBHuUIT paxicxi3 — MOBHHMM AedeKT 3aqHLOT CTIHKHA XpeOeTHoro KaHany,
M'SIKMX TKaHHWH, IIKIpH i MO3KOBHX 000J0HOK. CIIMHHUI MO30K pO3TALLOBYETHCS Y
ninsHi  JedekTy BIOKPUTO 1 Mae BUINISAA 1ePOPMOBAHOI TOHKOI IUIACTUHKH.
['prxoBe BUIIMHAHHS MPU LILOMY BiICYTHE.

Tligpouedanin — HagMmipHe HaKONHYEHHS Yy BEHTPUKYJSPHIA CHCTCMI
(BHYTpitHS rigpouedanis) abo cybapaxHOiAaJbHOMY 1 CyOaypalbHOMY NPOCTOpax
(30BHIIIHSA rigpouedanis) uepedpocniHaNbHOT pIAWHU, 110 CYNPOBOXKYETHCSH
aTpodier0 MO3KOBOT pedyoBHHH. Po3Mipu rosioBM TMpW 30BHIMIHIA Tiapouedaiti
MOXYTb OyTH HE 3MiHEHI.

[Iporuo3 npu Bpomxenux Banax [IHC HecnpusTiuBuiA, OUIBLIICTL 3 HHUX
HecyMicHI 3 KUTTsAM. JliTH BMHpalOTh YacTO Bil MpHENHAHHS IHTEPKYPEHTHUX
1HGhEKIIHHUX 3aXBOPIOBAHb.

BpoaskeHi Baau cepust i CyAHH BXOIATH OO YMCJIAa HAMYACTUX IPUYUH JUTAYOL
cMmepTtHocTi. [IpuyrHa BUHUKHEHHS OUNBIIOCTI Baa He BimoMa. binbuIicTh Bax He €
CHaJIKOBHMH.

[Ipupomxeni Bagu cepIisi MOXKYTh criocTepiraTicsi abo B kaMmepax cepusi, abo y
BEJIMKUX CYIHHAaX. PO3pi3HAIOTH 1Ba OCHOBHUX THUIU BaJ — CUHIN 1 6inuid. [Tpu Banax
CHUHBOTO THILY CIOCTEPIiratoTh CUHIOIIHE 3a0apBIEHHS IIKIPH 1 CIM30BUX O0OJIOHOK,
SKi BUHHMKAIOTh B pe3yJbTaTi HAKOMWYEHHS BIJIHOBJIEHOIO T[emMOrjoliHy B
aprepianbHiii kpoBi. llpum Bagax cepus, $Ki CyNpOBOKYIOTLCH LUAHO3OM, Blil
BUHUKAa€E B pe3yJbTaTi CKHAAaHHS KpOBI, CIpaBa-HalaiBO, BHACHILOK HOIO
HEOKCHI'€HOBaHa BEHO3HAa KpPOB, MHHAIOHM JIeTeHl, MOTpaIlUlsie y BEJIHKE KOJIO
KpoBooOiry (ueHTpasbHMM IiaHo3). [Ipu Banmax Oinoro THmy Trinokcis BIACYTHS,
HaIpsIMOK Teuil KpOBI 3J1iBa — HAIPaBO.

HedexT MixknepeacepAHoi neperopoaku — HalfuacTile Ma€ Jerkui CTyMiHb
BUP@)XEHOCTI 1 IHKOJW He MpOSBISEThCS OO JAopociioro Biky. [lo cmepTi B
HEOHATaJbHOMY TMepiofi MPHU3BOIATH JIMIIE BEJNUKI OeQeKTH Ieperopoiku ado
NO€AHAaHHSA iX 3 IHIIMMH Bajgamu ceplsi. JliarHO3 cTaBisATh 3a pe3yjbTaTamu
KaTeTepH3allil MOPOKHUH ceplls, eXokapaiorpadil Ta i30TOMHUX AOCIIIKEHb CepLs.

JdedexT MIKIIIYHOYKOBOI mneperopoakud. Y  OUIBLIOCTI  BUNAJKIB
CIIOCTepIraroTh He3pOUIeHHS MeMOPaHO3HO! YaCTUHU MIKIIUTYHOUKOBOI [I€PErOpoJIKH
Ha piBHI MiBMIiCAIIEBUX KJamaHiB. Y XBOPHUX 3 MalUM JAePEeKTOM KIiHIYHA KapTHHA
crepta. Ilo Mipi pocTy cepusi BIIHOCHUN pO3Mip OTBOPY 3MEHIIYETHCA, axX J0
MIOBHOTO CIIOHTAHHOTO 3akpuTTsA. [lpu Benukux jaedekrax BKE B PaHHLOMY
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TOHY HaJ JIETEHEBOIO apTEPIErO.

BpoaxeHni Bagu cepusi 3 mOpymeHHSM MOAYy apTepiajJbHOro cTOBCYypa
BKJIFOYAIOTh 3arajbHUM apTepialbHUH CTOBOYp, TPaHCIO3UIIIO CYIWH, CTEHO3 I.
aTpesis JereHeBoi aprepii. [1pn HasIBHOCTI WX Bax AITH HEXUTTE3AATHI.

Bigkputa aprtepiajJbHa MpoTOKA — HE3aPOILUEHHS CIOJYYEHHS HU3X1AHOI
AopTH 1 JIETeHeBOI apTepil, 110 ICHY€E Y BHYTPILIHBOYTPOOHOMY Hepioai. [3o1p0BanMM
THUII BaX 100pe NiAAA€ThCS XIPYypridHi¥ KOpeKii.

Koapkraniss aoptu — 3ByXeHHs Nepeluuiika, TpyaHOl ab0 YepeBHOI aopTH.
Komnencanis nie€l Baau 3AIMCHIOETBCS 3a paxyHOK PO3BUTKY KOJIATEpajJbHOIO
KpOBOOOITY yepe3 MixkpeOepHi apTepii, apTepii rpy/IHOI KJIITKH Ta pi3Koi rinepTpodii
JIBOTO LUTyHOYKa ceplis. Ilepmni o3Haku JgekoMIieHcallil BUSBASIOTECS 10 10 pokis
KUTTS] UTUHU.

Kom6inoBani Bpomxkeni Bagu cepusi. Cepen HMX dvacTille 3yCTpIHAOTHCS
Tpiaza, Terpaxa 1 nentaga Panno. Tpiaga Panno — aedeKkT MIKILITYHOYKOBOT
NepEeropo/IKi, CTEHO3 JIETEHEBOI apTepil 1 K HACIIAOK LBOTO TiepTpodis MpaBoro
nutyHouka. Terpaga Pamio — Benukuil JeeKT MIDKILTYHOYKOBOI MEpPeropojiKH,
CTEHO3 JIET€HEBOI apTepii, AEKCTPAMO3UIlsl a0PTH (3MILLEHHS YCTs aOpTH BIPABO) I
rineptpodiero mpaBoro uutyHouka. [lentaga ®anno, KpiM HHUX HOTUPHOX O3HAK
BKJIIOYAE M'SITy — AePeKT MDKIepeacepnHol meperopoAkd. Ilpu Bcix Bagax THUILY
dasnso BiA3ZHAYAIOTH IJIMH KPOBI CIpaBa- HajliBO, 3MEHIIIEHHSI KPOBOTOKY B MalloMy
KOJIl, TIMOKCisl, 1iaHo3 (CUHIM Tun Baau). be3 JikyBaHHS MPOrHO3 HECMPUSTIMBHH,
3aBASIKM KOpPUTYIOYiH Xipyprii MporHO3 3HAYHO TMOJIMIIMBCS 3a OCTaHHI /iBa
NECSITHIIITTA.

Bpoaxeni Bagn IHKT Ta nepenqHboi yepeBHOT CTIHKH 4acTO He CyMICHI 13
KUTTSIM Oe3 XIpypridHOTO BTpYyYaHHS.

ATpe3ii Ta CTeHO3M YacTillle COCTEPIratOTh y CTPABOXO L. JABAHA LIS THIILTI]
KU, MPOKCHUMAJBHOMY BIIPI3KY TOJOAHOI 1 JUCTAILHOMY BIZIpi3Ky KiyOoBO!
KUIIKK, B JUISHII OpsIMOI KHUILKH Ta aHycy. Y CTpaBOXOJl CIIOCTEPIraroTh atpesiio,
siKa B OCHOBHOMY IIO€JHYETHCSI 3 YTBOPEHHSIM, Tpaxeo-cTpaBoxigHoi Hopuii. Taxi
Bal  CYNPOBOJIKYIOTBCS  acmipalifiHoro  mHeBMoOHiero. (OcoOiMBO  9acTo
3yCTpPI4arOThCs BaJld PO3BUTKY B JIIJISHII aHYCY:

e * 3aKpPUTTS aHAJIBHOIO OTBOPY IIKIPHOK [MEPETUHKOI (aTpesisi TiAbKU
aHAJBLHOI'O OTBOPY);

e * aTpe3lss AUCTAJIBHOIO BIITY MOPSIMOI KHUIIKU, SIKUM NEepeTBOPIOETHCS Y
CHOJIYYHOTKAHUHHUM TSIK;

e ° aTpesis BHUILE pPO3TAILOBAHOI MIJISHKH MPSMOI KUILUKW [PH HOpPMalbHO
chOpMOBaHOMY JTUCTATBLHOMY KiHIIi;

o * aTpe3is 3 HOPHUISIMH — HE3BHYHA JIOKami3allis KIHIEBOI MIISHKH TpsIMOT
KHILKH, K& BIIKPUBAETHCS Y MIXBY, Ha I1IBAX MOIIOHKH, B CEHOBOMY MiXypl,
Tolo (NpUYMHA — KaymdaJlbHUM KiHEelb KWILIKW (Kjloaka) [l10B's3aHuil 3
IPOTOKaMU ajlaHToica i Me3oHedpoca.

IHoaBoenns kumkH. Hepigko CTOCYeEThCS TIABKU CIU30BOI  OOOJIOHKH.
M'si30Ba 000JIOHKA 3aJIUIIAETHCS CHIBHOM. [logBoeHa AlIsTHKA MOXe MaTH Gopmy
KICTH, TUBEPTHUKYJYy abo TpyOku. [{ro Baay yacTillle CrioCTepiraroTh y TOBCTIN KU,
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B 0CHOBHOMY BOHa MOEIHYETHLCS 13 BPOJIKEHUMHU aHOMAJIISIMH OPraHiB Ce40CTaTeBOl
CHCTEMH, HEpIAKO YCKJIQJHIOETHCS KPOBOTEUEHO, 3allalieHHSIM, HEKpO3OM 3
nepdopalli€ro CTIHKU KULLIKH.

Meracurma (xopo6a lipmmpyunra) — po3mmpeHHs i rineptpodis 4acTHHH
TOBCTOI KHWIIKH, dYacrtime curmonoaionoi. Lle mnoB'si3aHo 3 mnopylIeHHsM
MEePUCTAIbTHKNA MPSIMOI KHUIIKW BHACTIZOK HEIOPO3BHMHEHHS il 1HTpamypaibHUX
ranniiB (cruieTeHHs: AyepOaxa) NpU IUTICHOCTI MiACIU30BOTO (MEMCHEPIBCHKOIO)
CIUIETeHHS. Y 3B'S3KYy 3 [IMM Y BHILE PO3TAIIOBAHMX BiAigaX KUIIKH BiOyBa€eThCs
3aTpHMKa BMICTY 3 HACTYIHOI KOMIIGHCATOPHOKO TimepTpodi€cro CTIHKH OpraHa.
XBOpi CTpaxAAFOTh 3aKpenaMu, PO3BUBAETLCS HEMTPOXIIHICTb.

linepTrpodiunnii  mijlopocTeHo3  — BpOJDKEHa  rineptpodis M's131B
MUIOPUYHOTO  BIAAUTY MIIyHKA 31 3BYXEHHAM HOro MpocBITY. VY  KIIHILI
CIIOCTEpIraroTh MOCTiiiHe ONroBaHHS (3 3-4 THIXKHS XKHUTTS) 3 PO3BHUTKOM KOMM Bi
BTpaTH XJOPUIB.

IacTpomnsic — gedeKkT NepeaHbOi YepeBHOI CTIHKM B NapayMOUTiKalbHIN
TIJISIHIT 3 €BEHTEpalli€l0  BHYTPIIIHbOYEpEeBHUX  opraHiB.  CyNnpoBOIXKYETHCS
riMnonpoTeiHEMIEI0 BHACHITOK XPOHIYHOTO CKIIEPO3YKOUOTO MEpUTOHITY. lmemis
CTIPHUUHSIE EKTOME30/IepMaIbHUN AeeKT 3 BUXOMKEHHSIM Uepe3 HbOTO BHYTPILIHIX
opraHiB. Y 25% cnocrepexxeHb 3ycTpidaoth BropuHHI 3MmiHu B LHKT, mo €
HACJIIKOM CYJHMHHUX IOpPYIIeHb, — HE3aBepIICHUH MOBOPOT KHIIKH, aTpe3is abo
creHo3 11 BimminiB. [ledexT 3a3Buuail Jokali3yeThcst B NpaBiil mapaymOluliKaibHINA
TiNSHI, MYyNOBUHA HOPMAJIbHO 3'€HYEThCS 3 IEPEJHBOI0 UYEPEBHOIO CTIHKOIO,
TPIDKOBI OpraHy BiJIbHO 3BHCAIOTh Y aMHIOTHUHY NTOpOKHUHY. (PHc. 2.36.)M,

I'pHsKa MyNKOBOro KaHaTHKa — fedeKT nepeHboT YePEeBHOT CTIHKK B AUISHIL
MyINKa 3 BUNMHAHHIM HaIliBIPO30POro FPUKOBOTO MIlIKA, VTBOPEHOIO Y ITOBHITHIINI
AMHIOHOM, SIKUP MICTUTB METJI TOHKOI KMUIKW. Kicmu [ Hopuyl JJILISHKK 1Y TKOBOIO
KiJIBIISI YTBOPIOIOTHCS BHACIIZOK MEPCUCTYBaHHS XXOBTKOBOI NMPOTOKH, AKa 3'C/IHYC
KHUIIIKOBY TPYOKY 3 JKOBTKOBHM MIIIKOM Ha paHHIX eTanax BHYTPIIIHBOYTPOOHOI'O
po3Butky. Ilpu dacTkoBoMy 30epiraHHi MiISIHKY Ii€l MPOTOKH, siKa NPHJSArac Jio
KHIIIKHA, YTBOPIOETLCS ousepmukyn Mexkkens. BiH Haragye mnaneub pykaBHYKH |
BiIXOOWTH Big KJIyOOBOI KHIIKM Ha BigctaHi 25 cM 1 Oinbmie Bix OayriHi€BOT
3achinku. Ilpu 30epexeHiil )KOBTKOBIH MPOTOI B iHIIMX AUISIHKaX PO3BUBAETHCS
KICTa, 1[0 BUCTEJIEHA KUIIKOBUM CIITEJIEM (€HMEPOKUCTOMA).

Bpoakeni BaaM KOBYHHMX UIJIAXiB — HE3BHUHE pPO3TAllyBaHHS 1 poO3MipH
YKOBYHOT'O MiXypa, KHCTH 3arajbHOl >KOBYHOI NPOTOKH Ta aTpe3is 4M CTEHO3 OJHICT
abo yciX JXKOBYHHMX IpOTOKiB. B pesynbrari aTpesil >XKOBUHMX IIISAXIB BMHHUKAC
OiniapHuil TUPO3 NEeUiHKH.

Cepen BposkeHHX BajJ HHPOK i cevocTaTeBOl CHCTEMH KIIIHIMHA 3HA4CHHS
MaroTh HaCTYIIHI:

Anyasisi HHPOK — BPOJDKEHA BIJICYTHICTh OJIHIET HUPKWU. ApeHisl — Bpo/uKena
BiZICyTHICTE 060X HUPOK. YacTo MOEAHYETHCS 3 IHIIMMU BPODKEHUMM Bajamu. JliTu
HEeXXUTTE3/IATHI.

IinonJiasis HHpPOK — BpOKeHe 3MEHIIEHHS Mach Ta o0ciry HUpok. Moxe
Oyt onHo- i aABoOiuyHUM. Ilpm ogHOOIYHIM Timortaszii cnocTepiraroTh BiKapHY
rineptpodiro Apyroi HUPKH.

B of the European Union
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Hucniasig HUPOK — Tinomasis 3 HaABHICTIO B HHUPKax eMOplOHaJbHUX
TKaHuH, [Ipy IBOCTOPOHHBOMY ypaXkeHHI TH HEXKUTTE3NATHI.

IMoaikucTo3 HUPOK — ABOOIYHE 30iNbIIEHHS HHUPOK 3 (DOPMYBAHHSAM KHCT.
POo3pi3HAIOTE 8enUKOKICHO3HI (MOAIKICMO3 HUPOK 00pOCN020 Mmuny) i OpibHOKICmMO3HI
(nonixicmos "ingpanmunvrozo” muny) Hupku. Y KOpi BEJHUKOKICTO3HHX HHUPOK
YTBOPIOKOTBCA 6araTo BETUKUX KHUCT 3 MPO30PUM BMICTOM, MIXK SIKUMH 30epiratoThbCst
AUISHKA HOpMajibHOI HHUpPKOBOI MapeHXiMu. 3 TaKUMH HHUPKAMH XBODPI MOXYTb
noxusaTh 10 40-50 pokiB. Y npiOHOKICTO3HUX HUPKaX (K Y KOPi, TaK I Y MO3KOROMY
mapi) crocrepiratote 0e3nid ApiGHUX KHUCT, IO TICHO MPMJErJi OAHA JIO OJHOI.
HupkoBa mapeHximMa MpakTHYHO BiACYTHS. Taki HOBOHAPOMKEH! HEKUTTCI AT,

Merayperep — pi3ke pO3IIMPEHHs CE4YOBOMY BHACIHI/IOK TiNoruiasii m's3oBoi
TKaHWHK ab0 HepBOBOTO amapata (BiIHOCSTh IO paHHiX (eTonatiii).

Exctpodis cedoBoro mixypa — nepeiHsi 4epeBHa CTIHKa | CEHOBUH MiXyp
po3leruieHi 1 CEeYOBHH MiXyp 3 BHBEpHYTOIO BIEpEN CIHM30BOK OOOJOHKOIO
BIIKPUBAETHCS HA30BHI;

Hlinuna ce4iBHHUKA, K2 MOXe pPO3TalllOBYBATUCS Ha Moro
HIDKHIHN (2inocnadis) abo BepxHii (enicnadis) noBepxHi. Bci Baau cedoBUBIIHUX
IUISIXIB TPU3BOJATH OO IOPYIIEHHS BIATOKY cedl 1 YyckiaaHeHb (TiapoHedpos.
XPOHIYHUH MieTOHEPHUT TOIIIO).

Kpunropxizm — 3aTpiMKa S€90K Y YepEBHil TOPOXKHUHI IT1]] OU€PEBUHOI0 abo
B [1aXOBOMY KaHaJl.

Bpoaskeni Baau opraHiB AMXaHHA

Annasig Ta rinonJaasisiopoHXiB Ta JiereHb — BIACYTHICTb a00 HCIOPO3BUTOR
JIeTeHl UM 11 YacTKH.

KicTu JiereHb — MHOXKHHHI (TTOJTIKICTO3 JIEreHb), JIOKai30BaHl B OJIHIH jercii,
OIHiH JacTtii abo oguHOYHI. MOXIMBI BpOIKeH] OPOHXOEKTa3H.

Bponskena empizema, siKy BUSBISIOTH Y TOCTHATAIBHOMY MEPIOAL.

VeknagHeHHs — BTOpWHHA iHGeEKUis (XpoHIYHHUHA OpOHXIT 1 ITHEBMOHIf),
ITHEBMOCKJIEPO3, JIETEHEBE CepIIe, SIKU MOXKYTh CIIPUIMHUTH CMEPTb.

Bponxxeni Baau o0nyys:

XedJocxizuc (3as4a ryba) — posLiesnHa BEpXHbOI Iyoy;

IManarocxisuc (BoBUa Maina) — po3KOJIMHA TBEPIOTO MiAHEOIHHS;

Mikpornarisi — rinomnJasisi HUXHbOI LIEJIEeNH;

I'inepresiopu3sm — 1KMpoka BIACTaHb MK OYHMA.

Biuni kictu i Hopuui WM — JTOKATI3yIOTECS B3IOBXK BHYTPILIHBOIO Kparo
TPYIUHO-KIHOYHYHO-COCKOBUIHOTO M'A3Y;

Cepenni kicTd i HOpuli WHT — HACTIIOK HE3POILUEHHS A3UKOBO- LIMTOBHUIHOI
MIPOTOKHU, JTIOKaJI3yIOThCS B IJISIHLI HE3POUIEHHS.

CITAIKOBI XBOPOBU — 3axBoproBaHHs, 0OYMOBJEHI IOpPYLIEHHIMH
B Iporiecax  30epexeHHs, Imepefadi Ta peajizauii TreHeTHMYHOI  1HQopmail.
3 pO3BUTKOM T'€HETHUKH JIFOJUHU, Y TOMY YHMCJi ¥ T€HEeTHUKH MEIHUYHOI, BCTAHOBJICHA
CIIaJKOBa IMpHUpoJa 0araTboX 3axBOPIOBaHbL 1 CUHAPOMIB, LIO BBAXAIUCA paHILIe
XBOpoOaMM 3 HEBCTAHOBJIEHOK €TioJioTielo. B OCHOBI CMajikoBUX 3axBOPIOBaHbL
JexaTh MyTalii: reHHi, XpOMOCOMHI Ta reHOMHi. BiAmoBiHO 10 LIbOTO BCI CNALKOBI
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XBOPOOU JIOAMHH MOXHA 00’eqHATU B 4 BeJMKI TIpYNU — TIEHHI (3MIHM Ha piBHI
OKpEMHUX HYKJIEOTHIIB), TEHOMHI (3MiHH KIJTBKOCTI LIJTHX XPOMOCOM), XPOMOCOMHI
(BHYTPIIIHBO- 1 MIXKXPOMOCOMHI MepeOyaoBH) I MyNbTU(AKTOpiadbHI (Ha PO3BUTOK
XBOpoOM  BIUIMBAIOTH 1 T€HH, 1 (QAaKTOpH  HABKOJUUIHBOTO  CEpEeJOBMILA).
3a nokanizaliero reHis, AKi COPUYUHAIOTE PO3BUTOK C.X., XBOPOOHU MOXXHA PO3ALIMTH
Ha sepHi Ta MITOXOHApianbHi. BUTBIIICTE CIaAKOBUX XBOPOO JIOJHWHHU CTOCYEThCS
SJIEPHOTO  CIAJKOBOrO Marepiany. Po3pi3HsOTE XBOpOOM: TI'€HHi, XPOMOCOMIII,
F€HOMHI Ta 31 CMaAKOBOK CXUNBHICTIO. g crnaakoBUX XBOPOO XapakTepHWii
KJIiHIYHKUH oniMopdisM. BiH BUSBISETBCS B Pi3HUX CTPOKAxX MPOSBY CUMIITOMIB abo
[IOYaTKy 3aXBOPIOBaHHS, pI3HOMY CTYINEHI BHSBJIEHHS XBOpPOOIMBHX O3HaK,
HEOJHAKOBHMX TEPMiHAX JIETAIbHOTO KiHL. Bapiauil mposBy cnaikoBHX XBOpOO He
0OMEXYIOTBCS TIIBKHM KITIHIYHUMHU XapaKTepUCTUKaMU. BOHU BUABIAIOTECSA TaKOX Y
KOJIUBAHHSX OlOXIMIYHMX Ta IHIIKUX [MOKA3HUKIB, SIKI BXOASTH 10 3araJlbHOrO MOHSTTS
¢denorumy. Tak, 3aXBOPIOBAaHHS 3 HEJOCKOHAJIUM OCTEOI€HE30M XapaKTEPHU3YEThCs
JIAMKICTIO KICTOK, MPOrPECYOYUM OTOCKJIEPO30M Ta ONAaKUTHUMHU CKIEpaMu, ane wi
TPH FOJIOBHI O3HAKHU 3yCTpidatoThes e y 44 % HOCIIB reHa, 1aMKICTh KICTOK — Y 0
3 %, rmyxota —y 60 %.

HaliGinpIn  paimioHalbHa  Kjacudikallisi CHNAaAKOBUX  3aXBOPIOBaHb 34
XapaKTepOM METa0O0IIYHUX PO3JIaaiB:

- nopyileHHs OOMiHY amiHOKHUCIOT (TpUKIand: (QEeHUITIpOBUHOIPA/HA
onirodpeHisi, TIpO3iHO3, aNKaNTOHYPIs);

- mopyiieHHs 0OMiHy niniaiB (xBopo6a HimaHa - Ilika, xBopoba I ouie);

- opyIIeHHst 0OMIHY BYTJIEBOIB (TanakTo3eMisi, PpyKTO3ypHs);

- NOpYLIEHHS MiHepallbHOro 0OMiny (renatouepebpanbHas IMCTpOdis);

- nopyiieHHs Oinipy6iHoBoro o6Mminy (cunzapom Kpirmepa - Harpkapa,
cunapom JlyOiHina - J>koHCOHA).

OpmHak OCKUIBKHM 0i0XiMiUHI MeXaHi3MH OIBIIOCTI CIMAJKOBHUX 3aXBOPIOBAHb
TIOKW HEBIJOMI, 1, OT)Ke, MaTOreHEeTHYHA KJacudikallis e He Moxe OyTH MOBHO, i1
JOTIOBHIOIOTH KJTacu((iKalllero 32 OpraHHO-CUCTEMHUM MTPHUHLUIIOM:

- CMaJaKOBI 3aXBOPIOBaHHS KpOBi (reMoiiTH4YHa XBOpoOa HOBOHAPOJKCHHMX,
remoryo0iHomnarii);

- eHIOKPUHHOI CUCTEMH (aJpeHOTeHITATBHUN CUHAPOM, liabeT LlyKpOBHil);

- CMaJIKOBI 3aXBOPIOBaHHS 3 MIEPEBAXHUM ypaxkeHHSIM HUPOK ((ocdat- aiader,
[IUCTHHO3); CIIOJYYHOI TKaHUHU (XBOpoOa MapdaHa, MyKonoJicaxapuaosn);

- CHaJKOBI 3aXBOPIOBAaHHS 3 [MEPEBAXKHUM YpaXEeHHSIM HEPBOBO-M'A30BOT
cucreMu (rporpecyroui M's30B1 quctpodii) 1 T.1.

3ae)XHO BiZl TOrO, Je JIOKAJi30BaHUH MAaTONOTIYHUN (MyTaHTHHH) I€H - B
ayTocoMi abo B cTaTeBill XpOMOCOMI - 1 SIKi HOrO B3a€EMHHHU 3 HOPMAJbHUM allelieM,
TOOTO 4M € MyTallisl JOMIHAHTHOIX (HOPMAalbHHUHA I'eH MPUTHIYYETHCS MATOJOTIUYHNAM)
abo pelleCHBHOIO (MATOJIOTIYHUH T'€H MPUTHIYYETHCS HOPMAalbHHUM), PO3PI3HSIOTH
TaKl OCHOBHI TUIU yCaIKyBaHHS:

- ayTOCOMHO-IOMIHAHTHUH,

- ayTOCOMHO-PELECUBHUH,
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- 34eTIeHHH 3 TiToroo (200 oOMeXeHUH NiIoro0).

Ho3osoriuHa mpuHaNIeXHICTh CIaAKOBOIO 3aXBOPIOBAHHS BCTAHOBIIIOETHCS HA
OCHOBI BceOIYHOrO KIiHIYHOTO (Y TOMY YHCII KJIIHIKO-TEHEaJoriyHOI0) = |
nabopaTopHOro oOCTeXeHHS. Benuky AiarHOCTUYHY LIHHICTH MarOTh OIOXIMIYIIIL,
enexTpodizionoriudi, IUTOMOP(OIOTUYHI, IMyHOJIOYHI Ta i1H. 1aGopaTopHi MCTOH,
4acTO JO3BOJISIIOTH 1IEHTU(IKYBaTH HE TIIBKH 3aXBOPIOBAHHS, aj€ ¥ reTepo3urorie
HOCIHICTBO MYTaHTHOT'O TeHa. [HOAI MIarHOCTHUKY IOJETIly€e TUIEHOTPONHUHA e(eKT
reHiB, T. €, MHOYKMHHICTD 3aJIE)XHUX BiJl HUX (EHOTHIIYHUX IPOSBIB. 30Kpema, AIt0
[aTOJIOTIYHOTO TeHa MOYKe TMPOSIBUTHUCS HE TIJIBKY B 3aXBOPIOBaHHI, a i1 y psal 1HIIKX,
3a3BUYall iHAUPEPEHTHUX /IS OpraHi3My O3HaK, 3a SKMMU B CYMHIBHHX BHIaaKax i
BCTAHOBIIIOETHCS] IPUCYTHICTh I'eHa-"BUHYBaTLA".

OCHOBHI TPHUHILMUIK JIIKYBaHHsS: BHKIIOYEHHS a00 OOMEXEeHHsS INpPOIYKTIB,
MIEPETBOPEHHS SIKUX B OPTaHi3Mi Y BiZICYTHOCTI HEOOXiAHOro (PEpMEHTY TNPUBOAATD
0 TaTOJOTIYHOTO CTaHy; 3aMmicHa Teparmis AedIiLUTHUM (pepmeHToM abo
HOPMAJbHHAM KIiHIIEBUM MPOAYKTOM 3004eHOl peakuii; IHIAYKLiA JePIUUTHHX
(bepMenTiB. Bennke 3HaYeHHS HATA€ThCs YMHHUKY CBOEYACHOCTI Teparii, AKy CIia
MOYMHATH J0 PO3BUTKY Y XBOPUX BUPAXKEHUX MOPYLUEHb.
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