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Aexkuia 10
Tema: [I[pUYMHM MOHOT€HHHX 3aXBOPIOBaHb Ta CIIAJIKOBI
3aXBOPIOBAHHS KPOB1

IIaan:
1. [TpryrHU MOHOTEHHUX 3aXBOPIOBaHb
2. CTpyKTypa CIagKOBUX 3aXBOPIOBAHb KPOBI

1. IIPUMMHU MOHOTI'EHHHUX 3AXBOPIOBAHD

HuHi icHye Tpu TUIIH KaacuiKallii MOHOTEHHUX 3aXBOPIOBaHb:

1. TeneTnyHa Kaacudikallid BpaxoBy€ THUIIHN yCHaAKyBaHHS:
ayTOCOMHO-IOMIHAHTHI, ayTOCOMHO-PEIIECUBHI, X-34ernaeHi
JOMiHaHTHi, X-34€IA€H] PelleCUBHI, Y-34YEIIAEHI.

2. KainiuHa Kaacugikailiss BpaxoBye, IKUM opraH abo cucreMma
opraHiB ymkoazkeHi. Hampukaaa: cmagkoBi 3aXBOPIOBAHHS OIIOPHO-
PYXOBOi CUCTEMH, 3aXBOPIOBaHHS KPOBi TOIIIO.

3. IlaroreHernuyHa Kaacu@ikallid BpaxOBy€E€ T'OAOBHY
HaTOTeHEeTUYHY AaHKy. Hampukaaz: BpoaKeHa Baga PO3BUTKY,
depmeHTOIIaTisA, KOMOIHOBaHUH CTaH.

[IlppyyrHa TreHHUX 3axBOPIOBaHb — MOPYILIEHHS (MyTallid)
XiMigyHOI CTPYKTypu TeHa. Tomy Ii XBopoOUM Ha3UBAIOTH IIE
MOAEKYASTPHUMHU.

FeHHi MyTallii MOXYTh 3’dBASITUCH B CTPYKTYPHUX (OiABIIICTH
3aXBOPIOBAHB) 1 PETYAITOPHUX I€HaX.

BiAbIIicTs T€eHHUX 3aXBOPIOBAHb IMPU3BOAUTH [0 IOPYIIEHHS
oOMiHy pedoBUH (MeTaboaizMy). IlocAimoBHICTHL maToreHe3y IUX
3aXBOPIOBAaHb BiIOyBaeThCd 3a CXeMOK TeH-depMeHT-0ioxXiMiuHa
peaxilisi-o3HaKa 3axXBOpOBaHHA. MyTallid reHa COPUYUHSE Taki
HAaCAIIKN: 3MiHIOETBCH abo 3HUKAE (PepMEHT, YHACAILOK IIHOTO HeE
BinOyBaeThCs ITeBHA MeTaboAidHA peakKIlid, 10 IPU3BOAUTE M0 3MiHHU
abo mopylIeHHS PO3BUTKY OKPEMHX O3HAK OpraHiaMmy. 3arasbHa
cxXeMa MeTabOAIYHOTO IIPOIIECY BUTAAIAE TaK:

CrpykTypHUH reH A MicTUTB iHOpMaIlifo ITPo 0iAOK-(pepMeHT
1A, aKu#l iepeTBOpOBaTUME PEYOBUHY A Ha pedyoBUHY B. [Iag Toro
mob pedoBuHa B mneperBopuaack Ha pedoBuHy C HeoOXimHM
depmenT 2B, iHopmaltiro mpo sKu 3akaageHo B redi B. BinmoBigHo,
11106 cy6crpar C rnepeTBOpUBCH Ha KiHIIEBUH ITPOAYKT METab0AIIHOIo
aAa”Irora [, morpideH oepmenT C, iHpopMallisa TPo SKUH MiCTUThCA
B CTpyKTypHOMY reHi 3C.
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Myraiis Oyap-9KOTO 3 T€HIiB CIPHUYMHIOE iHAKTHUBAILIO
BiamoBimHoro depMeHTy, IepepuBace (0AOKYyE) Xid MeTabOAIYHUX
peakititi. OT3Ke, B OpraHiaMi Big0yBa€ThCsI HAKOITMYEHHS ITPOMIKHUIX
(HETOOKHMCHEHNX) MNPOAYKTIB MeTaboaizMy, sKi # CHPUYUHIOIOTH
[IaTOAOTTYHHU M IIpolLleC. [HIITHNI HaCAIIOK My Tallil 'eHa IIOASITa€ B TOMY,
1o B pasi OAoKagu MeTabOAIYHOro IIIASIXYy B OpraHiami He
BinOyBa€eThCs CHHTE3 PedoBUHHU [, 1 1 AediliuT TaKoXK CIIPUIHHSIE
3aXBOPIOBAHH4.

Po3rassHEMO 11e Ha OPUKAQI METaO0OAIYHOTO AQHIora OOMiHy
aMiHOKHCAOTHU (peHiraraHiHY.

Y HopMi deHirnaraHIH PO3IIETAIOETHECS 3a CXEMOIO II0JAHOIO
HUX4e. Y pa3i 6Aokaau Ha cTaii A 3’aBAIETHCA TeHHe 3aXBOPIOBaHHSI
— (peHiAKETOHYpIsA, miA Yac gKoi B KPOBi OyAe HAKOIIUYIYBATHCH
deHinananiH. HMoro Bwmict moxke pocsratu 0,012108 i HaBiTh
0,024216 mpu HopMmi 0,006054. Y pasi Ohokagu Ha cramgii B
HaKOIIUYYEThCSI OKCU(EHIATIipyBaT (rUapokcudeHiAnipyBat), Ha
craznii C — ToMOreHTHU3UHOBA KU CAOTA, 1110 CIIPUYHMHIOE aAKaAIITOHYPIO.
Y pasi 6a0kanu Ha cramii D po3BUBaeThCsI KpeTUHU3M, Ha crafii E
JODA HEe MOKE IEPETBOPIOBATHCI HA IIITMEHT MEAAHIH —y IIbOMY pasi
PO3BUBAETHCS aAbOIHI3M.
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KoxkHa reHHa MyTallid 3YMOBAIOE 3MiHY aKTHUBHOCTiI abo
BimcyTHicTh 0Oiaka. Bim DEepBHHHOIO aHOMAABHOTO ITPOAYKTY
TTOYUHAETHCS IIOPYIIEHUHN AaHIIOT OiOXiMIiYHUX peakiliyi, aruut i
IIPU3BOAUTL OO0 KAIHIYHUX MOPOABIB XBopobOu. Ha TAi mopylieHHs
00OMiHY PEYOBUH PO3TOPTAIOTHCS BCi ITATOAOTIYHI peakKlilii, CHMIITOMH,
cugapoMmu. OKpiM TOro, Ha BiAMIiHY Bifi HaOyTHUX 3aXBOPIOBaHb, ITi/
4yac CHaOKOBHUX 3aXBOPIOBaHb €TIOAOTIYHUM YWUHHUK (DpPUYUHA —
PYHKIIOHYBaHHS MYTaHTHOTO IeHy) maie€ mocriiiHo. [ depe3 1€
CIIaKOBi 3axXBOPIOBAaHHs IIE€PEBaKHO TPUBAIOTHL Oe3TepepBHO i
IPOTPECYIOTE.

COopuYynHIOIOThP  CHAAKOBI  3aXBOPIOBAaHHA  [ATOAOTIYHA
CITaJIKOBICTP Bifl 6aTHKIB Ta IMossBa HOBUX MYyTAalliid.

Hattgacrimie XxBopi 31 CIaAKOBUMU IIATOAOTISIMU HAPOI2KYIOThCS
y (PEHOTUIIOBO XIOPOBUX O0ATBHKIB, SIKi € TeTepPO3UTOTHUMHU HOCIIMH
IIaTOAOTIYHOTO T'€HY.

IMOBipHICThP NIPOSIBY XBOPOOM MOBOX TETEPO3UTOTHUX HOCIIB
IIaTOAOTIYHOTO T'eHYy 3pocTaEe B pa3i OAM3BKOCIIOPIIHEHUX IIAIOOIB.
Came ToMy Taki IIAIOOM HebazkaHi, a B MAedKUX KpaiHax HaBiTh
3a00pOHEHI 3aKOHOM.

CramkoBa MaToOAOTId BUABASETHCSI B pPidHOMY Bini. Bararto
3aXBOPIOBaHb Ta Ball PO3BUTKY 3’SIBASIOTHCH B eMOpioHaAbHUMH
epion, 1HIMNI — B IOCTHATAABHUH, YacCTillle y AUTHUHCTBI, are HEPIOKO
B 3pIlAOMY 1 HaBITh IIOXUAOMY BiIli.

BiapIIOCT1 CrIagKOBUX 3aXBOPIOBaAHb IIpUTaMaHHI MHOKWHHI
IIOPYIIEHHS CKEAETA, IICUXIKH, HEPBOBOi CUCTEMHU, HaAMipHAa KAIHIYHA

TUPOKCHH
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BapiabeAbHICTh Biml AErKHMX MO0 TSXKKUX CTYIIEHIB, 3HUIKEHHS
reHepaTUBHOI PyHKIIl, BUCOKA CMEPTHICTh.

[HTEeAeKT y pa3i ayTOCOMHUX CHHAPOMIB ITOPYIIYETHCS YacTillle,
HiDK 3a yMOB CHHIOPOMIB, CIPUYHUHEHHUX AaHOMAaAIIMH CTaTEBHUX
XPOMOCOM.

3axBOpPIOBaHHS HE AIKYIOTh aHTUOAKTEpPiaAbHOIO Tepalli€lo.

3axBOpOBaHHA CIPUYHHEHI MOPYLIEHHAM TI€HETHUYHOIO
armapaTty — 1le TOAOBHA NpHYMHA BUKUAHIB, MEPTBOHAPOMKEHD,
3HUIKEHHS XKUTTE3MATHOCTI Ta JUTAY0I CMEPTHOCTI

2. CTPYKTYPA CIIAIKOBHX 3AXBOPIOBAHbL KPOBI

3a ganumu BOO3 Ha 3eMHiM KyAl HaaidyeTbed rmoHazn 100 maH
oci6b 3 aHomaaigMu OymoBHU remoraobiHy, 6ausbpko 300 THca4d — i3
AedilluTOM TAIOKO030-6-dhochaT-aurigporeHa3su €e€pUuTpolUTIB. Y
CTPYKTypl TI€MAaTOAOTIYHOI IIaTOAOTIi ceped AITE€M  CIagKoOBi
3axXBOPIOBAHHY IOCIOAIOTh Ilepine Mmicie. [IpukaagaMu CriagKOBHX
3aXBOPIOBAaHb KPOBI € TIIOAlIAQCTHU4YHI Ta TE€MOAITHYHI aHeMii,
CIIaJIKOB1 IIOPYIIEHHI CUHTE3Y reMOTrAOOIHY, CIIaIKOBI
TpomMmborruTorneHii Tomro. Cepen HUX:

e lemoaiTMYHaA XBOpPOOA HOBOHAPOMKEHHUX, CIIPUINHEHA
HECYMICHICTIO KPOB1 MaTepi ¥ 11aoaa;

e 3axBOpIOBaHHS, 3yMOBA€Hi mgedinuTomM QepMEeHTHUX
CHCTEM E€PUTPOLIUTIB (CIIaAKOBi epUTpoOIaTii);

e CrnmagroBUM MikpocdepoiiuTo3 (poAMHHA TIe€MOAITHYHA
aneMmia MinkoBcekoro-Illoddapa);

e TemoraobiHomnarii (cepriortonmiOHO-KAITMHHA ~ aHEMid,
TasaceMis, IPUPOIKEHA rinorAacTU4Ha  aHeMid
Patimonga-Baekdena, anemia dauniioni);

e CmamkoBa TIIATOAOTIA AEMKOIUTIB (HEHTPOdiAOIIEHi,
AE€HMKO3HU TOII);

¢ CrniagkoBi 3axXBoproBaHHS 00MiHy OYAKYB KpOBi (CITagKoBi
iMmyHOAe(inuTHI cTaHu, aHaALOyMiHeMisl, Koaryaornarid);

o CrniagroBul nedinuT pakToOpiB 3ropTaHHsI KPOBI.

[IpuKAamOM CIIaAKOBOTO 3aXBOPIOBAHHS KPOBI, IK€ 34YEIA€HE 31
crarTio, € reModinisg. KaiHiuHO remodoiaid MoO3Ke BUSBASITUCH II0-
PI3HOMY BiJ HE3HAYHUX KPOBOBHAHWBIB A0 CHUABHUX KpoBoTed. lle
MOXKHAa [OSICHUTH PI3HUMH MY TallisIMH OAHOTO I'eHa, 9Ki IPU3BOAITD
[0 nediuTy pisHUX (PaKTOopiB 3ropTaHHSI KPOBI.
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Po3pizusiotre remodiairo A, B 1 C, gki XapakKTepHU3yIOThCI
BIACYTHICTIO B II1Aa3Mi KpPOBi XBOPHUX PI3HUX aHTUTeMOQIABHUX
TAOOYAIHIB.

3anexkHO Big AedinuTy ¢akToOpiB 3TopTaHHA BHUIIASIOTH
remodpinito A, 4gKa 3ymoBaeHa gedintnToMm VII  darTopy -
aHTUTeMO(iIAbHOTO rA0OyAiHYy, reModinito B, 3ymoBaeHy mediniToMm
dakTopy IX Ta remodiairo C — gedinut XI dpakTopy. Hacrora 3 SKOO
TPANIASIOTBCA 3axXxBOpPIOBaHHA B cepegubomy 1 @ 5000
HOBOHAPOKEHUX XAOMYUKIB. 'eModiaia A TpamaseTsbcd B S pasiB
qacriure.

[lopanenHsa HaBiTH IOAPANMHH abo yaap MOXKYTb CTaTu
IIPUYHNHOIO CHABHHX 30BHIIITHIX 200 BHYTPIIITHIX KPpOBOTEY, IKi JOCUTD
4acTO 3aKIHYYIOThCHd CMEPTIO. 3axXBOPIOBAHHS PO3MI3HAETHCH, SK
IIpaBUAO, Ha 2-3 POILli KUTTH, KOAU AUTHHA IOYUHAE XOAUTH. [aa
3aXBOPIOBAHHA XapaKTe€pHUM TreMaTOMHUM THII  KPOBOTEY.
[lepeBazkaroTh KPOBOBUAUBU y BEAUKI CyrAOOM KiHIIIBOK (dacrTilie
KPOBOTEUI ITi/T Yac TpaBM, BUAAAEHHS 3y0iB, XipypridyHUX BTPYYaHb).
3a HagBHOCTi reModiaii perleCHBHUY I'eH A€KUTH Y HETOMOAOTIYHIM
OiAgHII X XPOMOCOMHU, TOMY Ha reMoiiifo dYacTillle XBOPilOTb
YOAOBIKH, a MEPENArOTh ii XKIHKH. 3aXBOPIOBAaHHS IIEPENAETHCI Bif
[ioa 00 OHyKa 4epes3 Maiizke 340pOBY AOYKY-HOCI.

Femodinis € KAACUYHUM HPUKAAZIOM X-349EIAEHOTO PEIIECUBHOIO
AaHOMAaABHOTO Te€Hy, 10 (PEHOTHUIIOBO HPOABAIETHCS II€PEBAXKHO Yy
YOAOBIKIB.

k10 3m0poBa KiHKa BUHAE 3aMidK 3a XBOPOTro Ha remModiaito
YOAOBiKa, TO BCi OiTH TaKoOro IA00y OyayTh 30POBi, IIPOTE BCi
AiByaTta OyayTh HOCIIMH MYTaHTHOIO I'eHy. Y IIAI00i A0YOK-HOCIB
MYTaHTHOIO I'eHa 3 3[J0POBHUM YOAOBIKOM B APYTroMy HOKOAIHHI 50%
CHHIB MOXYTb OyTH XBOPHUMHU Ha reMOoqiAiro.

XBopa Ha remMoijito AIBUMHKA MOXKE HapPOAUTHCHL B IHIAIODI
XBOPOI0 Y0AOBiKAa Ta XKiHKH-HOCI MyTaHTHOTO reHa. AAe Taki I1AI00U
Malizke He TPanAsioThCd. BimoMo AuiIlle KiAbKa BUIIAAKIB reMoiaii y
XKiHOK. ['emodinia B KiHOK OyBa€ IOPiBHAHO PiAKO i TOMy, IO
repeBakHO BinOyBaeThbcd eaiMiHallia eMOpioHIiB KiHO4YOI craTti 3
oboMa MyTaHTHHUMH 3a IITUM I'eHOM X XPOMOCOMAaMH.

HesBaxkarouu Ha Te, III0 B KOXXHOMY ITOKOAIiHHI BinOyBaeThbcs
BiZicifoBaHHsI TeHy TemMoiaii, YyacToTa MWOro B IIOIYASIlli He
3MeHIIyeThCs. Lle MogaCcHIOE ITogBa HOBUX MyTallild.

NiKyBaHHS XBOPUX Ha reMO@iAit0 ITPOBOAATE HIASIXOM 3aMiCHOI
Teparrii — BBEOEHHSM CYIIABHOI JOHOPCHKOI KPOBi abo i okpemMux
KoMIIOHeHTiB. [IpodirakTrKa remodiaii moadrae y BUSBAEHHI KiHOK-
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HOCiiB Ta 1H(oOpMyBaHHI iX @IPO MOXKAUBICTH BHUHHUKHEHHH
3axXBOPIOBAHHY y iXHIX AITEH.
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