


IIranH:

1.IIppraHHH MOHOI'€HHHX 3aXBOPIOBaHb
2.CTpyKTypa CIIaAKOBHX 3aXBOPIOBAHEL KPOBIi




HuHi iCHye TpH THIH KAacH@ikallii MOHOr€éHHHX 3aXBOPIOBAaHb:

1. TenmernuHa xaacHbikaliss BpaxoBye€ THIH YyCHaaKyBaHHS:
ayTOCOMHO-IAOMiHaHTHI, ayTOCOMHO-pPEIIeCHBHI, X-349eIA€eH]
AOMiHaHTHIi, X-34eIA€Hi pelleCHBHI1, Y-34€EeIIA€HIi.

2. Kaimiuma xaacudikramis BpaxoBye, SIKHH opraH abo cHcTeMa
opraHiB ymkozaxeHi. Hanpuraazna: cnaakoBi 3aXBOpPIOBaAHHSI OIIOPHO-
PYXOBO1 CHCTEMH, 3aXBOPIOBAHHA KPOBIi TOIIO.

3. IIaTorenerTnyHa KaacH@ikallia BpaxXxOBYy€ I'OAOBHY IIaTOr€HETHYHY

AaHKy. HanpHirRAaza: BpoAXeHa Bada PpO3BHTKY, GdepMeHTONaTidA,
KOMOiHOBaHHH CTaH.




IIppyHHa I€eHHHX 3aXBOPIOBaHb — INOPYIIEHHA (MyTallis) XiMiyHOI
CTPYKTYpH reHa. Tomy 1i XBopoOH Ha3HBAIOTH ILII€ MOAEKYAIPHHMH.

FeHHi MyTamii MOXYTE 3’ABATHCHP B CTPYKTYPHHX (OiabmricTs
3aXBOPIOBaHBb) i pET'YAATOPHHX I'€Hax.

BiABLIICTE TeHHHX 3aXBOPIOBaHb IIPH3BOAHUTHL MO0 IIOPYLUIEHHSA
oOMiHy pedoBHH (MeTaboaizmy). IIocaAimoBHICTHE IIaTOreHe3y IIHX
3aXBOPIOBAaHb BiZOyBaeThCsI 3a CXEeMOI0 TreH-pepMeHT-OioximiuHa
peakuisi-o3Haka 3axXBOpPHOBaHHA. MyTallia reHa CIPpHYHHSE TakKi
HaCAiAKH: 3MiHIOETBCA abo0 3HHKae (epMEHT, YHACAIZOK ILILOro HeE
BiZOyBaeThCcs IIeBHA MeTabOAiUHA peaxIlis, IO NPH3BOAHTE A0 3MiHH
a00 MOPYILIEHHA PO3BHTKY OKPEMHX O3HAK OpraHizmy.




3araspHa cxeMa MeTabOAIYHOrO IIPOIIECY BHIAAAE TaK:

CTPYRTYpPHHH TeH A  MICTHTBH
indopmaniro npo Oisok-bepmenT 1A,

Pevosnin I _.@ . @ . Eﬁ SIKHH IIepeTBOPIOBATHME pPEYOBHHY A
ve Ha peuoBuHy B. Jlas Toro o0

/ / / pe4YOoBHHA B IIepeTBOPHAACH Ha
peuoBuHy C HeoOximuun cdepmeHnT 2B,

epmertv (1A 2B 3C iHpopMmalilo mpo sAKHH 3aKAaZLeHO B

‘ ‘ reHi B. Biamomiauo, mob0 cyobcrpaT C
‘ IIEPETBOPHBCS Ha KiHUEBHH NOPOAYKT

croyerypri MMM [T IO MmeTaboaiuHOoro aammrora JI, morpiGen
1G4 2Gs 3Gc dbepmenT C, indopmamia npo SKHH

MiCTHTBCS B CTPYKTypHOMYy reHi 3C.




MyTaunis OyAb-IKOrO0 3 TeHIiB CHPHYHHIOE
iHakKTHBaIlil0O BianmoBiaZHOro depmMmeHTy, IIEepepHBacE
(0aokye) xim meTaboAiuHHX pearkuiii. OTxe, B
opraHi3zmi BiZOyBaeThCAaA HAKOIIHYEHHS NMPOMIiNKHHX
(HemOOKHCHEHHX) NPOAYKTIB MeTaboaizmy, saxki H
CIOPHYHHIOIOTHh IIaTOAOTIMHHH mnpouec. IHmun
HACALODOK MyTallil reHa IIOAAra€ B TOMY, IO B pa3i
OAoKaaH MeTabOAIYMHOro IIASIXy B OpraHiaMi He
BinOyBaeThcsi cHHTEe3 pedyoBHHH [, i 1i mediumur

TAKOZK CIIPHYHHSAEC 3aXBOPIOBAHHSA.




Po3rasHeMo Iie Ha INIpPHKAAAL MeTaboAiYHOro AaHUIOra oOMiHy
aMiHOKHCAOTH (eHiAaraHiHY.

Y HOpMi (hbeHiAaAaHIH PO3IIENAIOETHECH 3a CXEMOIO IIOAAHOIO HHIKYE. Y
pa3i OAoxkamm Ha cTazil A 3’ABASETBCA T€HHE 3aXBOPIOBAHHA -
dbeHiARKeTOHYpPiA, mim Yac HAKOI B KpoBi Oyae HaKONIHYyBaTHCSH
deninaraHiH. Horo BmicT Momke moCSraTH 0,012108 i HaBiTh 0,024216
npu Hopmi 0,006054. ¥ pasi Oaokaamum Ha cTazii B HaKOMHYYyeThCSH
oxcH(eHIiAnIipyBaT (rmapoxcudenianipysar), Ha cTaznii C -
IOMOT'€HTH3HHOBA KHCAOTA, IIO0O CIPHYHHIOE aAKaInTOHYpiro. Y pa3si
Oaokanu Ha cTazii D po3BHBaeThCA KPeTHHH3M, Ha ctazgii E JOPA He
MO3Ke IIepeTBOPIOBATHCA Ha IIrMEeHT MEAaHIH - y UIbOMYy pa3si
PO3BHBAETHCS aABOiIHiI3M.
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KoxxHa reHHa MyTallis 3yMOBAIOE€ 3MiHy aKTHBHOCTiI abo BiZCyTHICTBH
OiaAka. Biaz mIepBHHHOro aHOMAABHOI'O = IPOAYKTY IOYHHAETHCS
MOPYIUEHHH AAHIIOr OioXiMiYHHX peaKIiH, AKHH i NIPH3BOAHTE OO
KAIHIiYHHX npoaBiB xBopobm. Ha TAi mnopyumieHHAa OOMiHY pedYOoBHH
poO3ropTaroThCs BCi IIATOAOTIYHiI peakllii, CHMITOMH, CHHApPOMH. OKpim
TOro, Ha BiaAMiHy BiZ HaAOyTHX 3axXBOpIOBaHb, IIii dYac CHAaAKOBHX
3aXBOPIOBaHb €TiOAOriYHHH YHHHHK (DpHYHHA - GQYHKIIOHyBaHHSA
MYTaAHTHOrO reHy) aie mocTinHO. I Yepe3 Ile CIaAKOBi 3aXBOpIOBAaHHSA
IIepeBaxkHO TPHBAIOTH Oe3IIEePEPBHO i MPOrpecyroTh.




CnpHYHHIOIOTE CIIAAKOBiLI 3aXBOPIOBaHHSA IATOAOTrIYHa CIHAaAKOBICTH
BiZ O0aTBKiB Ta II0sIBA HOBHX MYTAILiH.

HangacTillle XBOpi 3i CIIaZKOBHMH IIATOAOTIIMH HApPOAXYIOTHCH Y
dbeHOTHNIOBO 3OO0POBHX OaThKiB, fAKI € TreTEepPpO3HIrOTHHMH HOCiIMH
IIATOAOTIYHOTI'O I'€HY.

IMOBipHiCTE IHPOABY XBOPOOH MAOBOX TreTEepoO3HTrOTHHX HOCIIB
IIAaTOAOTLiYHOI'O I'€Hy 3pOCTa€e B pa3i OAHM3BKOCHOpPiZAHEHHX IIAIOOIB.
Came TOMy TakKi IAIOOHM HeOaxkaHi, a B ZOeAKHX KpaiHaxX HaBiTh
3a00pPOHEHi 3aKOHOM.

CnaakoBa IaTOAOriS BHABAAETHCA B pisHoOmMy Biumi. Bararo
3aXBOPIOBAHb Ta BaZ PO3BHTKY 3’ABASIIOTHCS B €eMOpioHaABHHH IIepion,
iHImIi — B mocTHaTaABHHH, YacTillle Yy AHTHHCTBIi, aAe Hepiako B 3piAomy
i HaBiTH IIOXHAOMY BIilli.




BIiABIIOCTI CIAAKOBHX 3axXBOPIOBaAHEL IMNpPHTAMaHHI MHOXHHHI
IIOPYILEHHSI CKEeAeTa, IICHXIKH, HEpPBOBOlL CHCTEMH, HaAMipHa KAiHIYHA
BapiabeABHIiCTHP BiA AErKHX [0 THXKHX CTYIEHIiB, 3HHXEHHS
reHepaTHBHOIL QYHKIIII, BHCOKA CMEPTHICTS.

IHTEeAEKT Yy pa3i ayTOCOMHHX CHHAPOMIB HNOPYIIYETHCHA HaCTille, HIXK
3a YMOB CHHAPOMIiB, CIPHYHHEHHX aHOMaAiSIMH CTaTEBHX XpOMOCOM.

3axBOpIOBaHHS HE AIKYIOTh aHTHOAKTEpiaABHOIO Tepalicro.

3axBOpPIOBAHHS CIPHYHHEHi MOPYIIEHHSM I€eHETHYHOI'O amapary - Le
I'OAOBHA IIPHYHHA BHKHIHIB, MEPTBOHAPOAIKEHD, 3HHIKEHHS
NKHTTE3AATHOCTI Ta AHTAYOI CMEPTHOCTI




3a mamumu BOOS3 Ha 3eMHIiH KyAl HasiuyeThcsa
noHan 100 mMAH oci0 3 aHoOMaAiaMHu OyazoBH
reMoraoo6iny, 6Au3exo 300 THCcAY - i3 medimuTOM
I'AI0OK030-6-bochar-auriaAporeHasH EpHTPOILHTIB.
Y CTpPYKTYypi remaToAOridHOI IIaTOAOrii cepexn
OiTeH CIaAKOBi 3aXBOPIOBAHHS IOCiZalOTh Imeplue
micue. IIpuraAanaMH CHAQAKOBHX 3aXBOPIOBaHb
KPOBi € rimoamaacTH4YHi Ta reMOAiITHYHiI aHeMil,
CIIaAKOBi IIOPpyLIEHHA CHHTe3y TI€MOraoliny,
CIIAAKOBi TPOMOOLHTOIIEHII TOILIO.




Cepen Hux:

F'emoAiTHYHA XBOpoOa HOBOHAPOAKEHHX, CIIPHYHHEHA HECYMIiCHiCTIO
KpPOBi MaTepi H nmaozaa;

3axBOpPIOBaHHSI,  3yMOBA€H1 aedimuToM GEPMEHTHHX CHCTEM
€PHTPOIHTIB (CIIaAKOBIi epHTpOIIAaTIii);

CnaakoBHH MikpochepounuTo3 (POAHMHHA TIe€MOAITHYHA aHeMis
Minxoschkoro-Illoddapa);

F'emoraobimomnarii (cepmomomiOHO-KAITHHHA aHeMis, TaaaceMid,
NPpHPOAXKEHAa TrimomaacTH4YHaA aHeMmis PaumMoHzma-BaekdeHa, aHeMis
PaHIIIOHIi);

CrnnaakoBa MaTOAOTiIsA ACHKOUHTIB (HeHTpodisroneHii, AcCHKO3H TOIIO);
CnazkoBi 3axBOoproBaHHA oOOMiHy OiAKiB KpoBi (cmazkosi
imyHomedinuTHiI cTaHH, aHAABOYMiHeMisz, Koaryaomnarisa);
CnaakoBHH nedinut parTopiB 3ropTaHHS KPOEREI.




IIpuxAaOM CIIaZKOBOIO 3aXBOPIOBAHHSI KpPOBi, fiKe 34YelAeHe 3i
crarTio, € remodiasia. KaiHidHO remodidia MoiKe BHABASIATHCH IIO-
pi3ZHOMY BiZA He3HAYHHX KPOBOBHAHBIB MO0 CHABHHX KpoBotTeu. Ile
MO3KHAa MOSACHHTH PI3HHMH MYyTAaIliAMH OAHOIO reHa, AKi NPH3BOAATH
oo aedinmuty pizHHX (hakTOpPiB 3ropTaHHS KPOBI.

PospizHaoTe remodiairzo A, B 1 C, axi xapaxTepH3yIOThCH
BiACYTHICTIO B IIAa3Mi KpOBi XBOpPHX PIi3HHX AaHTHremMmo(iAbBHHX
rAoOyAiHiB.

3aaexHo Bia aedinutTy (pakTOopiB 3ropTaHHA BHAIASIOTH remMmodiairo
A, ska 3ymoBAeHa gediumrTom VIII dakropy - anTHreMmModiAbHOro
raooyainy, remodiairzo B, 3ymoBaeny gedinurom dakrTopy IX Ta
remodiairo C - zmediuurT XI dakropy. YacToTa 3 SIKOIO TPaAIASIOTHCSH
3axXBOpPIOBaHHA B cepeaHboMy 1 : 5000 HOBOHAPOAIKEHHX XAOIIYHKIB.
I'emodiaia A TpanaseTbcsa B S pa3iB yacTilue.




daKkTopn 3ropTaHHA KPOBI

MecTo cuHTe3a Jlokanusa- Mepuog KoHLeH-
HasBaHune AKTUBHas cpopma LKA rexa, nonypacnaga B Tpauusa B
XPOMOCOMbI nnasme, 4yac nnasme, mrin
dubpuHoreH ®Oub puH-MOHOMEP Menarouur 4 90 3000
MpoTpoMOUH CepuH-npoTeasa Menaroumr 11 65 100
TkaHeBoW hakTop Peuentop-ko-thakTop Knetku
3HgoTenusa
MpoakuenepwH KochakTop Menarouut 1 1215 10
lNMpoKkoHBepPTUH CepuH-npoTeasa JHAoTen. k., 13 S 0,5
TpOMBOUUTBI
AHTUTremMo chunb- KochakTop Menarouyur X 10 0,1
HbIW rnodynuH A
Kpuctmaca (B) CepuH-npoTeasa Menarouut X 25 S
Crwapra-lpayapa CepuH-npoTteasa Menatoumt 13 40 10
PoseHTans) CepuH-npoTeasa MenarouymTt 4 45 S
XaremaHa CepuH-npoTeasa Menarouur S50 30
®ubpuHcTadbunus TpaHcrnwTaMmuHasa Menarouur 6.1 192 3-5
UPYIOLLM A
MpekannukpenH CepuH-npoTteasa Menatoumt 4 - -
(Pnetyepa)
BbicokomMmoneKkyns KodpakTop Menarouymnt 3 - -

PHBIA KWHUHOTEH
(PuTuxepanbaa)
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IlopaHeHHsI HABiTH INOAPANHHH abo yzap MOXKYTh CTATH NPHYHHOIO
CHABHHX 30BHIIIHiIX a0o BHYTpPIUIHIX KpoBOTEY, SAKi MOOCHTH 4YacTO
3aKiHYYIOTHBCA CMEPTIO. 3aXBOPIOBAHHSA PO3IIi3ZHAETHCH, AK IIPAaBHAO, Ha
2-3 poui XHUTTSA, KOAH AHTHHA INOYHHAE XOoAHTH. [IAa 3aXBOpPIOBAHHS
XapaKTEepHHH re MATOMHHH THII KpoBoTe4. IlepeBaikaloTh KPOBOBHAHBH Y
BEAHKi cyrao0H KiHIIiBOK (YacTillle KpoBOTedi IIix 4ac TpaBM, BHAAAECHHS
3y0iB, XipypriuHHX BTpy4aHb). 3a HassBHOCTi remodiaii pelieCHBHHH IeH
A€XHTHh Y HEroMoAOoriuHiH miaaHni X xpomMocoMH, ToOMy Ha remodiairo
yacTillle XBOPilOTh HYOAOBiIKH, a IIepenaroTh 11 XKiHKH. 3aXBOpIOBaHHSA
nepesaeThCA Bid Aifa 4O OHYKa Yepe3 MaHiKe 3J40POBY AOYKY-HOCid.




I'emodinia € KAACHYHHM NIpPHKAAAOM X-34YEIIAEHOTI'O PEIECHBHOIO
AHOMAaAABHOI'O TI€HYy, L0 (PEHOTHIIOBO IIPOSABAAETHCHA IIEPEBAXKHO Y
4YOAOBIKIB.

SIXimo 340poBa XiHKa BHHZAE 3aMiX 3a XBoporo Ha remodiairo
YOAOBiKa, TO BCi AiTH TaKoro maAo0Oy OyayTs 340poBi, mpoTe BCi aiBuaTa
OyayThk HOCIIMH MYTAHTHOIO reHy. Y IIAIO0i JOYOK-HOCIIB MyTaHTHOTO
reHa 3 34J0POBHM YOAOBIKOM B APYromMy MNOKOAiIHHI 50% CHHIB MOXYyTb
OyTH XxBOpuMH Ha remMmodiairo.

XBopa Ha remodiniro AiBYHHKA MOKe HApPOAHTHCH B IIAIODL XBOporo
YOAOBiKa Ta XIiHKH-HOCiI MYTaHTHOI'O reHa. AAe Taki IIAIOOH Maiiike He
TpanAsaroTbCsa. BimomMo AmHIIe KiAbKa BHIAAKIB remModiiili y XKiHOK.
F'emodisia B xiHOK OyBae HIOpPiBHAHO PpiAKOo i TOMy, LIO IEepEeBaIKHO
BinOyBaeThcs eAiMiHaIia eMOpioHiB XXKiHO4YOI cTaTi 3 OOOMa MyTaHTHHMH
3a IHM reHoM X XpoMOCOMAaMH.
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He3Baxkaroyn Ha Te, LI0 B KOXHOMY IIOKOAiHHiIi BinOyBaeThbcs
BiaciroBaHHaA reHy remodiaii, wHacToTa HOro B MNONYAMIlil He
3MeHIIyeThCcs. Ille MOSACHIOE MOABa HOBHX MYyTAalliH.

AiKyBaHHSI XBOpPHX Ha remodiaiiro IpoBOAATH ULIAAXOM 3aMiCHOI1
Tepamnii — BBeZEeHHAM CYLIiABHOI ZOHOPCBKOI KpPoOBi abo ii oxpemux
KoMIIOHeHTIiB. IIpodisakTHKa remodisii moaarae y BHABACHHI XKIHOK-
HOCiiB Ta iHdopMyBaHHI IX @OPO MOKAHBICTE BHHHKHEHHSA
3aXBOPIOBAHHA Yy IXHIX AiTeH.
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