K3BO JIOP «JlbBiBCbKka mean4vHa akagemis
imeHi AHapes KpynnHCbKOro»

Kagbedpa kniHi4HO20 MedcecmpuHcmea, aKkywepcmea
ma 2iHekosnogzir

’KOBTHA 2024 p. o rog.

BIAOYyAeThCs 3aCiJaHHA CTYAEHTChbKOI0 HAYKOBOI'0 TOBAPUCTBA
“MeacecTpucHTBO B neaiarpii” (m1ardpopma ZOOM) Ha Temy:
“CnmaaKoBi, BpoA KeHi Ta HaO0yTi 3aXBOPIOBAHHA AiTeH
y pi3Hi BikoBi nepiogu”

OuinbHMua ToBapuctea Hanusanko J1.M.



CNAAKOBI XBOPObBU

CnaakoBi XBOpPOOM — 3axBOpIOBaHHS, 3yMOBJICHI

MOPYLIEHHSIMU B IIpoOLEcax

30epexeHHs, Tmepeaadl Ta peanizallii reHeTudHoi 1H¢opmarrii. B ocHOBI cragkoBuX XBOpoO

JIeKaTh MyTaIlli: TeHH1, XPOMOCOMHI Ta T€HOMHI.

Bpoxxena Bajga - ue aHomamisi 'y CTPYKTYpi,
¢iukmigx abo wmertabosi3Mmi TiMa, SKa ICHYE Ha
MOMEHT HapOKEHHS 1 MOXKE MPU3BECTU 10 (13UYHOT
a00 pO3yMOBOi 1HBAJIITHOCTI.

Bpomxent  Baaum  MOXyThb ~ OyTM  BUKJIMKAaHI
T€HETUYHUMU dakropamu Ta BILIMBOM
HABKOJIUIIIHHOT'O CEPEIOBUIIIA.




3ajeHO BIJl PIBHS, HAa SIKOMY MyTallli BIAOYJMCS, 1X MOAUISIOTH Ha I'€HHI
(3MiHa cTaHy reHa), XpOMOCOMHI (ITOPIYIIEHHS! CTPYKTYPHU XPOMOCOM) Ta FT€HOMHI
(mopyI1IeHHS KiJIbKOCTI XpOMOCOM).

I'enni wmytamii cranoBisaTh 20% ycix Baa. Ilpukinagom Moxe OyTH
PO3IIETICHHS BEpXHbOI I'yOU Ta MmiHEO1HHS.

XPpOMOCOMHI CUHAPOMHM TIOB’sI3aH1 31 3M1HOIO YKciia XpoMocoM. [Ipukiaaom €
cuaapoM JlayHna.
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GAKTOPHU, WO CNPUUYNHAKOTDb BBP

pazianiiifi (10H13yl04e BUIPOMIHIOBAHHS - BaJM PO3BUTKY HEPBOBOI CUCTEMH);
MeXaHI4H1 (TpaBMH Mij 4ac BariTHOCTI, aMHIOTHYHI 3pOIIECHHS, MAJIOBOAS, TyXJIMHH1
3aXBOPIOBaHHS MATKH);

IPOMHUCIIOBI BUKUIM (BaXKKI METAJIN);

CLIIBCBKOTOCTIOAAPCHKI OTPYTH (MECTUIIUIN );

npodeciiiHi MKIIJIUBOCTI, OB’ sI3aH1 3 XIMIYHUM BUPOOHUIITBOM;

sl TIKapChKUX TIpernaparis;

TOKCUYHI pEYOBUHHU (QJIKOTOJIb, HAPKOTHKHU, TFOTIOHOBUN JUM);

NOpPYIIECHHSI OOMIHY PEUOBHH Y BariTHHUX.




BBP chopusitors Bipycu nuromeraiii Ta KpacHyxu. Y JiTed, ski iH(]ikoBaHI LUMU
BIpyCaMHU, CIIOCTEpIraloThCs. TeMaTroCIJIEHOMEramisi, HHU3bKa Bara TMpU HAPOKEHHI,
’KOBTSIHMIIS 1 TEMaTUT HOBOHAPOHKEHUX, MIKpoledais, TpOMOOIIUTONEHIs, MaxoBa rpuxa,
MOJIIKICTO3 HUPOK, aTpe3is )KOBUHUX MPOTOK, CyOTOTaIbHA KaTapakTa, IIIyXoTa, BaJu CEepIis.




BBP NPOABAAOTbCA TAKMUMU CTAHAMMU:

IlopymeHHA Baga po3sBHTKY
AreHesin IToBHA BIACYTHICTE OpraHa
Annasis HexoposeHHEeHICTE NIEBHOTO OpraHa
. . HegocTaTHIfA po3BHTOK MacH OpraHa, OKpeMHX HOoro JacTHH ado
I'inonna3sia .-
BECBOTO TLIa
. . HazamipHHl po3BHTOK OpraHa 3a paXx yHOK 301IpINeHHS fHoro 00'eMy
I'imepTpodia AAMIP P P P
a00 KIJBKOCTI KIITHHHOI MacH
. HageHICcTE TKaHHH, KIITHH a00 IIITHX OpPTraHiE B THX 30HaX, J¢e iX He
I'eTepoTonia i ~ i
NOBHHHO OYTH
CTeHo3 3By;KeHHA JiaMeTpa KaHAly 9H II0POKHHHH JereHeBol apTepii.
' CTPABOXOAY, KHIIKH
ATpesin 3apomeHHH OTBOPIE 9H KAHATIE OPraHIB

IlepcHCTYBAHHA

30epesxeHHT IicIg HApOIKeHHET NPOTOK, 9Kl 3a3BH4a
(VHEKIIIOHVIOTE THIIe B eMOpIOHAIBHAR Nepiol (BIIKpHTa
apTepialbHa IPOTOKA MiK a0pPTOK0 Ta JereHeBOl0 apTepieto)




HannowwupeHiwi Bagn po3BUTKy nnoaa

¢ AreHe3isi JereHi (JiereHb) XapaKTepHU3Y€THCS TOBHOIO BIJICYTHICTIO OgHOTO abo 000X
JereHiB 1 rojoBHOro Oponxa. Ilpu nmaHiii aHoMasii TUTHUHA MOXE HAPOJIUTHUCS MEPTBOIO
(mpu BiACYTHOCTI 000X JereiB), abo X 3 CHMIITOMaMH JHXaJbHOI HEIOCTATHOCTI,
CXWJIBHICTIO JI0 3alaJIbHUX 3aXBOPIOBaHbL opraHiB AuxaHHs. O, JlikyBaHHs - cnenudivxe,
3QJICKUTh B CTaHy AUTUHU. Halfuactime mossirae B aHTHOAKTeplaJbHUX Mperaparax i
kucHeTeparii. [[porHo3 3ajiekuTh BiJl PO3BUTKY YCKJIaHEHb.

“* AreHe3isi HUPOK (BiJICYTHICTH 000X ab0 omuiei HUpKH). CHUMITOMH, SKIIO BIACYTHI
oOMJIBI HUPKHU, JUTHHA HAPOIKYETHCS MEPTBOIO, SKIIO OJHA - 3 O3HAKAMU HHPKOBOI
HeJ0CcTaTHOCTI. JIiKyBaHHS aHOMAJTIi OnepaTuBHE, TOOTO TpaHCIUIAHTaIllsl HUPKU. [IporHo3
3aJICKUTH Bl omnepallii Ta MOKIMBUX YCKJIa HCHb.

¢ AKpaHisi - moBHa a00 YaCTKOBA BIJCYTHICTH IIKIPH 1 KICTOK Yepera, 1o MPU3BOINUTH JI0
AHOMAaJILHOT'O PO3BUTKY TOJOBHOTO MO3KYy. O3Haku - 30BHI1 BHpaxkeHi. IIporHos -
HECIPUATIINBUM.

“* Bpox:keni Baam cepus - 1ie aHoMaurii OyJOBU cepIld 1 BEIUKUX CyauH. [IposiB 3a1e:KuTh
Bin tunty BBC. JlikyBanus - xipypriune. [Iporuo3 3aiexuTh BiJl JIIKyBaHHS 1 MOXJIMBUX
YCKJIQJIHEHb.



“ BoBua mama - HasABHICTH TPIIIMHU B BEPXHIM YacTHHI MiJHEOIHHS, sSKa BUHHKIA depes
3pOIIEHHS JIBOX MOJIOBUH MiAHEO1HHS. CHMITOMU - 30BHIIIHI, YTPpy/IHEHE NuXaHHs. JIikyBaHHs
- ormepailisi MICHsl JTOCSATHEHHS AUTUHOIW 6 MicsmiB. [IporHo3 mpu mpaBuIbHOMY JIIKYBaHHI
CIPUSATIIUBUM.

* BpomkeHuii BUBHX CTerHa BUPaKCHUI HEMOBHOIIIHHICTIO KYJBIIOBOTO cyriioOa. JIikyBaHHS -
IIMPOKE CIIOBUBAHHS, IIMHU, XipypriuHa omnepaiis. [[porao3 cnpusminBuil.

“ Iigpouedamisn - e HAJIUIIOK CIMHHOMO3KOBOI PIIMHHA B CHCTEMI TOJOBHOTO MO3KY.
CumnroMu - ay’Ke BeJIMKa TojoBa, HaOyxaHHs TiM siuka. JIikyBaHHs omepartuBHE. [IporHos
3aJICKUTh BiJ omepallii 1 CBO€YaCHOCTI ii BUKOHAHHSI.




* 3agya ryba - 11¢ po3wieHyBaHHS BEpXHbOI ryon. CHUMITOMH - 30BHIIIHIN mposiB. JIikyBaHHS
xipypriune. [Iporuos cnpustiauBuii.

s Cunapom IlaTay - XpoMOCOMHUI TOPOK, IS SKOTO XapaKTepHa HasBHICTh 13 XpOMOCOMH.
CUMIITOMU - MHOXHWHHI 30BHIIIHI O3HaKW. JlikyBaHHsl BifcyTHE. IIporHo3 - Ouibliia yacTuHa
JITeH MOMHUpae B MEPIIUM PIK JKUTTSA, SKIIO LIBOTO HE CTajoCs JUTHHA CTPaXIa€e TITHOOKO1
im1oTiero. [Iporuo3 3aneXuTh Bijl oneparlii Ta MOXJIMBUX YCKJIaTHEHbD.

“* XBopo0a JlayHa sBiIsiEe COOOI0 XPOMOCOMHY aHOMAJIiIO0, sSKa MPU3BOAUTH JIO BIAXWUJICHHS Y
Gi3MYHOMY Ta PO3YMOBOMY PO3BUTKY PI3HOTO CTYyINEHs TsKKocTi. O3HaKU - 3aTpuUMKa
PO3yMOBOTO 1 (Pi3UYHOTO pO3BUTKY. JIiKyBaHHS BiJICYTHE. [IpOTHO3 - CXMIIBHICTH 0 OaraTbox
3aXBOPIOBAHb, AKIIO 3alMaTHUCs CHEUU(PIYHUM HaBYAHHSAM, MOXKJIMBA YAaCTKOBAa KOMIICHCAIIis
MIOPOKY.




OCHOBHI 3ABAAHHA NMPEHATAAbLHOI AIATHOCTUKM:

BU3HAUEHHS MTPOTHO3Y 3/10pOB’S1 MAaOYTHBOI TUTUHH;

1H(opMyBaHHs 0aThKIB 1I0JI0 PU3UKY HAPOIKEHHS XBOPOi AUTHHHU;

32 HasIBHOCTI BUCOKOTO CTYIEHS PU3UKY CIIaJIKOBOI Ta BPOJKEHOI MATOJOT1i
1H(OpMYBaHHS 111010 MOKJIMBOCTEHN MOABIIOTO BUHOILITYBAaHHS BariTHOCTI a0o
NPUNHATTS PILICHHS MO0 MEePEePUBAHHS BariTHOCTI;

» paHHS J1arHOCTUKA BHYTPIITHOYTPOOHOT MATOJIOT].

Y YV V

[IpenatanbHuil CKpUHIHT BKItOYae: Y3/ Ta BU3HaYeHHs pi1BHS O10XIMIYHMX MapKepiB B
J1a3M1 KpOB1 BariTHO1, MpOTeiH A 11a3mu, acomiiioBanoro 3 BaritHicTio (ITAIIII-A),
0eTa-XxOpioOHIYHUM TOHAAOTPOIIH Joaunu (6eta-XI'Y), anbda-deTonpoTein, BUIbHUN
€CTpiOJ.




AIATHOCTUKA BAA PO3BUTKY

[IpoBoauThCS TMporpamMa CKpPUHIHTY JJi BUSIBJICHHS 3aXBOPIOBAHb Ha JOKJIIHIYHIM
CTaJlii. BAKOPUCTAHHS BUOIPKOBUX MPOrpaM CKPUHIHTY JIa€ 3MOT'y CBOE€YACHO BUSBJISITU Taki
3aXBOPIOBaHHA: (DEHUIKETOHYPIIO, BPOMKEHHUM TIMOTEPio3, BPOMKEHY rdrepruiasiio,
HAJTHUPKOBUX 3aJ103.

B rpynnomy mepioai (Big 28 nHiB A0 1 poOKy) BUSIBISIOTH 3aXBOPIOBAHHS:OpPraHiB
IUXaHHS, TOCTPI1 IHPEKIIT BEPXHIX AUXATbHUX LUISAX1B, ayTU3M, IepeOpaIbHUI mapaiiy.




NikyBaHHa BBP

[Ipu urcieHHUX aHOMAITISIX, TEHETUYHUX Ta XPOMOCOMHHUX Je(eKTax, 1e pe3yibTrar He
MOKe OyTU MO3UTUBHUM, JIIKyBaHHS HE €()EKTHUBHE.

OJTHAK, 3aBJSKU TMPOTpecy IMepeHaTalbHOI Teparlii, ChOTO/IHI MOXKHA JIIKYBAaTH TEBHI
BPOJIKEH1 BaXKU IO HAPOIHKCHHS.

[Ipy neskux BpOMKEHUX BaJaxX KOPUTYIOU€ JIIKYBaHHS MPOBOJIUTHCS MICIA
HAPOKCHHS.



JIAKky10 32 yBary !



