HaByanbHo-meTOoAMYHA KapTa
CaMOCTiNHOI N03aayaANUTOPHOI poboTu

Tema: NeHHi xBOpo6U 3 NopyLUeHHAM OOMiHY ByrneBoAiB (rnikoreHo3u),
amiHoKucnoT (rictnanHemisn, LMCTUHYPIA), niniaiB (Tesa - Cakca).
XpOMOCOMHi XBOpOOM 3 NOPYLUEHHAM CTPYKTYPU Ta KiNbKOCTIi XpOMOCOM
(xBopobGa “koTAA4oro Kpuky”’, cuHapom EaBapaca, Tpucomisa

X-xpomocomu, AUCOMiIst Y-XpOMOCOMM)
Hucnumina : Meouuna bionoeis
OIIII: “Cectpuncbka cnpasa’”
16 3J0YBAYA OCBITU
I'PYTIA

1. Axkmyanvnicmo memu:

Cepen ycix 3aXBOPIOBaHb JIFOJICTBA TEPILE MICIE B CBITI HAJIEKHUTh CIAaJKOBUM
XBOpoOaM 1 XBOpOO 31 CHAIKOBOIO CXHWJIBHICTIO. SKio y 50-Ti poku Oylio BiJIOMO
JuIIe OMM3BKO KUIBKOX COT CIAJKOBUX XBOPOO, TO OCTaHHIM YacoM iX HaJldyeThCs
IPUOIU3HO 1’ SITh THCSY 1 IXHS KUIBKICTh 3pOCTA€ 3 KOKHUM POKOM.

3a cyuacuumu gaaumu excneptieB BOO3, y 42-65 HOBOHApOMKEHUX 13 THCSYI
BUSIBJISIIOTh MOHOTCHHI 3aXBOPIOBaHHS, 25-35 niTed MarOTh NPHUPOKEHI BajIu
po3BUTKY, 9-12 cTpaxxgaloTh Ha XBOPOOW 31 CIAIKOBOIO CXWJIBHICTIO. [eHeTHdHi
nopyuieHHs crnpuuuHsaTs 40-70 % wmuMoBUIbHMX BuUnNaAkiB, 60-70 % 3auarhb
3aKIHYYIOTBCS 3arMOEILIIO 3apOoJIKa.

VY nuTA4yux cTalioHapax CBITY IIOPOKY KOXKHE TPETE JIKKO 3aiMaroTh XBOPI 31
CHasKoBOIO marosoriero. OCTaHHIM YacoM 3HAYHO 3HHU3WIACH HApPOIKYBaHICTh B
VYkpaini ¥ BogHOYAC YHACHiIOK CMAAKOBOI maToniorii, 3pociau wmaibke Ha 30 %
KUIBKICTh 3aXBOPIOBaHb, IEPUHATAIbHA TA TUTAYA CMEPTHICTh, 1HBAJI1THICTD.

CrhorojiHi BiIOMO, 11O OyJIb-SIK€ 3aXBOPIOBAHHS MEBHOIO MIPOI0 3aJICKHUTh BiJ
CIIAJIKOBUX OCOOJIMBOCTEH OpraHi3My, SKI TaKOXX 3YMOBJIIOIOTH CTYITIHB TSKKOCTI
XBOpOOM Ta i1 MPOTHO3.

Cepen ciaKOBUX MATOJIOT1H XPOMOCOMHI XBOPOOU CTAHOBIISATH MPUOIU3HO
25%. Taxi XBOpoOM MOXYTh OyTU CIIPUYMHEHI XPOMOCOMHUMU MYTAIlISIMH, K1
PU3BOMSTH JI0 TIOPYIICHHS CTPYKTYPH M KITBKOCTI XpOMOCOM. XpPOMOCOMHA
[aToJIOT1A 3/1e01IBIIIOT0 HEBMIIIKOBHA. BOHA MPU3BOANUTH A0 TAKUX THKKUX KITHIYHUX
IPOSIBIB , SIK IPUPOJHKEHI BaJy PO3BUTKY PI3HUX OPTaHiB 1 CUCTEM, OC3IIIIAHICTS ,
HEBHUHOIIYBAHHS BariTHOCT1, PO3yMOBa BIJICTAJIICTh , BACOKUH BIJICOTOK CMEPTHOCTI.

KitiHiuHa KapTUHA PI3HUX XPOMOCOMHUX XBOPOO: 3aTPUMKA MICUXIYHOTO U
(13MYHOTO PO3BUTKY, YEPETHO — JIULIEBA TUCMOPQisi, BAIU CEPLIs, YIIKOIKEHHS
CEYOCTaTeBOI 1 HEPBOBOI CUCTEM, TOMY XPOMOCOMHI XBOPOOU Ha3UBAIOTh
cuHapoMmamu. Pi3H1 opmMU CIIaIkOBUX CUHJIPOMIB PO3PI3HSAIOTH TOJIOBHUM YHHOM 32
THM , SIK TIOETHYIOThCS PUPOJIKEH] BaJIM, a HE OKpeMi crielinudiuH1 BaJIu.

XpoMOCOMHI XBOpOOH 3a3BUYAl HE YCTIAAKOBYIOThCS , TOOTO BiJl OAThKIB HE
nepeaaroThCs TITSIM.




B exonoriyHo HECHpHSTIMBUX pETiOHaX YKpaiHU CTBOPIOIOTHCS IIKIJTHBI
YMOBH, II0 CHPHYMHAIOTH TOSBY HOBUX MyTauliid. BCTaHOBIEHO KOpenATHBHUN
3B'SI30K MDK OKPEMHUMH BHAAMH MPOMHUCIOBOTO BHUPOOHHUITBA M YacCTOTOIO
IPUPOIKEHUX AHOMAJIN pO3BUTKY. [ €HETUUHMIA TArap JIFOACTBA 3arpO3JIMBO BUCOKHIA.

Koyxna mronuna nanetu 3emiist — Hociit 10 -15 moTeHniiHO NOpyILIEHUX I'eHIB.

Cmig 3a3HAYUTU BEJIMUE3HUM HETAaTUBHHUM COILIAJbHHUN BIUIUB CIAJIKOBOI
[aToyorii Ha CyCHIIbCTBO, KU MOJSATAa€ HE JIMIIE B MOIIMPEHHI XBOPOO, BUCOKIM
JeTaNnbHOCTI XBOpUX, a ¥ y TpuBamiid iXHIA TocmiTanmizaiii, 1HBaJiIi3alii Ta
CoIllaJibHIM Je3ajanTailii, a TakoXX y BHMCOKIA BapTOCTI J[IarHOCTUKHU 1 JIIKyBaHHS
TaKUX 3aXBOPIOBAHb.

2. Hasuanwni yini:
BoJioniTy ¢pyHIaMeHTAJIbHUMY 3HAHHAMHU TA PO3YMITH:

e [IpuurHM BUHUKHEHHS CIaJIKOBUX XBOPOO

® XBopoOHU NOPYIICHHS BY[JIEBOAHOIO 0OMIHY — [IIKOT€HO3H

e XBopoOM MOpPYLIEHHS aMIHOKHCIIOTHOTO OOMiIHYy — TICTHIWHEMIS,

IUCTUHYPIS

XBopobu minigHoro oominy — Test — Cakca

e Kitacudikarris crakoBux XBopoo

® XpPOMOCOMHI XBOPOOHM 3yMOBJICHI 3MIHOIO CTPYKTYPH XpPOMOCOM (CHHIPOM
KOTSYOTO KPUKY)

® XpoMOCOMHI XBOPOOM 3yMOBIICHI 3MIHOIO KITBKOCTI XPOMOCOM (CHHAPOM
EnBapnca, Tpucomis no X-XxpoMocomi, AUCOMIS IO Y -XpOMOCOMi

3. Mamepiaau 0oayoumopnoi camocmiiiiioi pooomu.

3.1 Mincoucuyuniinapua inmezpauis

Jucruniing 3Haru Bwmitu
1. bionocia 1.bynoBy xmituH pociauaHOTO | 1.Xapakrepu3yBaru
Ta TBAPUHHOT'O NOXOPKEHHS BIIMIHHOCTI y Oy/1oBi

KJIITHHHOI 00O0JIOHKH Ta
2. bynoBa Ta BUAM XpOMOCOM (GyHKIISIX opraHer.

3. IonsTTs KapioTun 2. XapakTepus3yBaTl OCHOBHI
CKJIa/IOB1 XpOMOCOM

4. bynoBa crareBUX KIITUH
3. HaBOI[I/ITI/I MPUKIAAN

5. bynosa JIHK, PHK Kap10TI/IH1B HpeI[CTaBHI/IKlB
PI3HUX BUJIB PI3HUX BUJIB.
6. IToHITTS IeH, BUIU I'eHIB.
4. OxapaKTepH:syBaTI/I OCHOBHI
7. IlpyuuuHYU cIaIKOBUX XBOPOO | CKJIa0BI SHIEKITITHHH Ta

criepMaro3oina
8. wiacu@ikalio CcHajgkoBux | 6. oxapakrepusynre
XBOPOO XPOMOCOMHI MyTaii

7. OxapaxkTepu3yBaTu BUAU
MyTareHiB Ta iX poJib y
BUHWUKHEHHI ITaToJIOT1il




2. Mixpobionoeis

Bynosa kiiTHH IpokapioT

OxapaxTepusyBati  OynoBy Ta

Bipycu — gk Oiomoriusi | QpyHKIIT MIKpOOHOI KIITHHH.
MyTareHu
[TpakTuune BUKOPHUCTAHHS
MIKPOOHUX KJIITHH
3. Awuamomis ma bynosa crareBux 3ano3 | OxapakrepusyBaru OynoBy Ta

¢Qizionozis moounu

YOJIOBIKA TA KIHKHA

bynoBy cucrem Ta QyHKIiR
OpraHi3My JIIOIUHH

yHKi s€YHUKAa  Ta

CiM’ IHHUIKIB.

4. Axywepcmeo

[Ipomec 3ammigHeHHS

BB mkiamuBux  ¢axTopis
30BHIIIHBOTO CEPEJOBUIIA Ha
1epeoir BariTHOCTI

OxapakTepusyBaTu
3aIUIlTHEHH.

H_Io Bm6yBaeTLcs1 3 eMOpiIOHOM
nm ,[[1€IO MaxiHH, MIKpoOiB Ta
BIPYCIB, aJIKOTOJII0, HAPKOTHKIB.

cTaru

5. Ingekuyitini xeopobu

BruiB iHdekmiiftHIX XBOpoO Ha
cTaH eMOpPiOHA Ta HACIIIKH.

Kputnuni nepionu BariTHOCTI

3.2 3micm memu

ITman

e [lonsarrsa FJIiKOFeHOBI/I, IMPUYMHU BUHUKHCHHA, TUIIN

e [icTuanHEMIs, IUCTUHYPIS, IPUYMHH, A1arHOCTHUKA JIIKYBaHHSI
e XBopoOu 0OMIHY BITaMiHIB — KaJbLH(PEPOT
® XpOMOCOMHI XBOPOOM 3yMOBJICHI 3MIHOIO CTPYKTYpU XPOMOCOM (CHHAPOM

KOTSYOTO KPUKY)

® XpOMOCOMHI XBOPOOM 3yMOBIEHI 3MIHOIO KUIBKOCTI XPOMOCOM (CHHApPOM
EnBapnca, TpucoMis mo X-XxpoMocoMi, AUCOMIS 1O Y -XpOMOCOMi
e XBopoba Binbcona — KonoBasioBa, mpuunHHU, J1arHOCTHUKA, JIIKYBaHHS

LiikoreHo3u — 11e 3aXBOPIOBAHHS , 3yMOBJIEHI METa0OJIYHUMU TTOPYIICHHIMH . SIK1
PU3BOMASATH /10 HAJMIPHOI KOHIICHTPAIII1 IIIIKOTeHY a00 3MiHM MOTO CTPYKTYPH.
I'mixoren siBisie cO0O0I0 BYTIEBOIHI JIETIO , SIKI € TOTOBUMHU JKEpesiaMu JIJIsi HeratHOTo
3a0e3MNeueHHs eHepriero. Y MeviHll BiH pO3LIEIUIIOETCS , 3a0e3neuye Oe3nepeodiiine
MOCTaYaHHs TIIOKO3010 MO3KY ¥ epuTpouuTiB. J{Jisl JaHOT TpyIH 3aXBOPIOBAHb
BJIACTHBE HAIPOMAKCHHS TJIIKOT€HY B OpTaHax 1 TKAaHWHAX.
[mikoreHO3u BIAHOCATH JI0 CMIAJAKOBUX 3aXBOPIOBAHb, BUKIMKAHUX MOPYIIEHHIM
AaKTUBHOCTI (PEPMEHTIB, SIK1 OEpyTh Y4acTh B OOMiHI INIIKOT€HY 1 BIUTUBAIOTh Ha
YTBOPEHHS Pi3HUX MeTaboiTiB. OnucaHo IeKiIbKa COTeHb BUIAJIKIB IIbOTO
3axBoproBaHHs. [lommupennicTs ckianae 1:40 000.
Po3pi3us0TE 3 0CHOBHI (hOPMU 3aXBOPIOBAHHS:

o IleuyinkoBa — 03HAaKM 3’ SIBJSIIOTHCS HA MEPILIOMY POLI )KUTTS , TAMYACOBa

BTpara CBiJIOMOCTI, KJIOHIYHI CyJJOMH KIHI[IBOK. MaJe€HbKHIA 3PiCT, BEIIUKUI
YKUBIT, Xyl KIHI[IBKH, JISUTbKOBE 00IMYYsl, reraroMeranis. [HTenexT He

NOPYLIEHUN.

e M’si30Ba — CUMITOMH 3’ SIBJIAIOTHCA 3 7-10 poOKiB, XBOP1 CTAIOTh
MaJIOPYXJIMBI, IITBUJIKO BTOMJIFOIOTHCS MIiCis (DI3UYHOTO HAaBaHTAKCHHS.
[Iporpecye m’s130Ba muctpodisi, 6011, CAMIOTOMHU PO3BUBAIOTHCS 110 35




pokiB. CUMIITOMIB 3MiHU TIEYiHKY 1 HUPOK Hemae. [Ipu ornsai — BupakeHna
arpodist M’31B Ta iX rimoToHis. [Ipu TricCTOXIMIYHOMY JOCIIKCHH] BUTHO
M’sI30B1 BOJIOKHA 3 JIETEHEPAIE€I0 aX 10 HeKpo3y. [I[poruo3 cnpustinsuii,
aje B1AoMI JeTanbHi1 Hachiaku B 20-30 pokis.

e [l'eHepaJni3zoBaHa — B yCiX OpraHax 1 TKAHWHAX HAKOTMYYETHCS BEIMKA
KUIBKICTh DiiKoreHy. KiriHika 11 He cxo)ka Ha KJI1HIKY MEY1HKOBOI 1 M’ sI30BOi
dbopmM, BOHA pi3HOMAHITHA , Ma€ MPOTPECYOUN 1epeOir.

XB0OpoOH , NOB’si3aHi 3 NOPYIIEHHAM AMiHOKHMCJIOTHOIO 00MiHY
Fictuaunemis - nedinuT y nedidmi i mkipi GepMeHTy TiCTUIA3H, IKUH Y
HOPMI MTEPETBOPIOE TICTUIUH HA YPOKAHIHOBY KHCJIOTY. BHACIIIOK 1IHOTO
TICTUAWH TPAHCAMIHYETHCS B IM11a30J1 — MPOBUHOTPATHY KUCIIOTY, IO Pa30M
31 30UTBIIICHOIO KUTBKICTIO TICTUANHY BUSBISIEThCS B cedi. [Ipogykru
AHOMAJILHOTO METa0O0JI13My 3aBJIal0Th TOKCUYHOTO BIUIMBY Ha OPTraHi3M
0COOJIMBO Ha HEPBOBY cucTeMy./[1arHO3 BCTAaHOBIIOIOTH HE PaHIIIe HIXkK 10
KIHLIS 1-TO pOKYy >KUTTS UM HaBITh mi3Hime. HailTumnosimie y KiiHIYHINA KapTHUHI
— nedexkT MOBU. [HTeNeKT 3HMKEeHH alle Moke OyTH 1 HopMaJIbHUN.AyTOCOMHE
— pelieCuBHE 3aXBOPIOBAHHHI.

JliarHocTHKA - 1Ppo0a 3 XJOPUIOM 3aii3a, sika Ja€ 3ejIeHe 3a0apBiIeHHs
3aBISKU MPOAYKTaM MEeTaboIi3My y cedi. Bax1Boro A1arHOCTUYHOIO 03HAKOIO
IILOTO 3aXBOPIOBAHHS € BIZICYTHICTh YU HU3bKa KOHIIEHTpAIlisl YPOKaHIHOBOI
KHCJIOTH B 1OTI. Cedl XBOPHUX MIC/IsA HaBaHTaKeHHS TicTUaUHOM. [linTBepKye
J1arHO3 —BU3HAUYCHHS aKTUBHOCTI TICTH/Ia3U B POTOBOMY IIapi MKipu ado
TKaHWHI IEY1HKH.

JIiKyBaHH# — Ti€TOTEpAITis 3aJI€KHO BiJl BIKY TUTHHU, KOHIICHTpAITIi
TICTUIMHY B KPOBI 1 KJIHIYHUX MPOSIBIB XBOPOOU. XBOPUM MOKHA BKUBATU
BEPIIKOBE MACJIO0, 0110, KapTOIUIIO, MOPKBY, OypsiK, IUOYITIO, TOMIJIOpPH.
HopmanbHuii piBeHb MiCTUANHY B KPOB1 OCHOBHMI KPUTEPINA aIEeKBATHOCTI
JIKYBaJIbHOTO Xap4yBaHHSI.

[{ucTHHYpPiA — 3aXBOPIOBaHHS MOB’sI3aHE 3 MOPYLIEHHSM OOMIHY LIUCTUHY,
AP-tum.

VY Takux XBOpHUX BiICYTHSI TPAHCIIOPTHA CUCTEMA , 1110 BUBOJUTH LIUCTUH 3
ni30coM.L[uCTHH HaKOIMUY€EThCS B HUPKAX , CIIPUSIE PO3BUTKY
CUMIITOMOKOMILIIEKCY , SIKHW BKIJIFOUAE TIOJYPit0, IUXOMAHKY, TIMOTPOodiro 1
BTpATy ameTUTy.. [HTeNneKTyaabHO JITH PO3BUBAIOTHCS HOPMANIBHO, aJie
BIJICTAIOTh Y (D I3MYHOMY PO3BHUTKY. ¥ Billi 1-TO pOKY NUTHHA HE XOIUTh HE
CTOITh . Y HE1 pO3BUBAETHCS PaxiT. Y POriBII BUSABISAIOTH KPUCTAIIUHI
BiKJIaaeHHs. [Toripuryerbes pyHKIIS HUPOK , HapocTae GoTrodoodis, au103.
3a yMOBH BIJICYyTHOCTI T€PAIeBTUYHHUX BTPYUYaHb XBOPI TUHYThH Bl XPOHIUHO1
HUPKOBOI HEAOCTATHOCTI JI0 KiHIA 1-ro necarupivys.

JliarHOCTHKA [IUCTUHYPIi MOJIATa€e y BUSBICHH1 KPUCTAIIB HUCTUHY BPOTIBLI 1
HUPKOBIHM TKaHUHI1, NPOTETHYPIi, IITIOKO3YpIi, TyKHOI peakiii cevl y JUTHHH 3
anua030M. JIikyBaHHSI CHMIITOMAaTUYHE.



XBopo6a Tes — Cakca (mopyuieHHs JiliAHOr0 00MiHY)

Ile omHa 3 popm amaBpOTHYHOT 1110Tii. XapaKTepU3y€eThCs KIIHITHO —
IPOTrPECYIOUUM 3HUKEHHSIM TOCTPOTHU 30pY, IPOrPECYIOUOI0 AeTpaialli€lo IHTENEKTa,
CyZIOMaMHU Ta 1HIIMMHU HEBPOJIOTTYHUMHU CUMIITOMAaMHU. Y Bili 4-6 MicC paHie
AKTHMBHA JIMTUHA BTPAya€ PyXJUBICTb . HIKABICTh JO HAaBKOJMIIHBOIO CEPENOBHUILA, HE
BITi3HA€ 0ATHKIB, IPUIIHMHSIE TPATUCS, CMISITUCS, HE (DIKCYE MOIISATY, CIIIMHE.
Biaznauaerbed rineppeaxiiis Ha 3ByK J10 TOHIYHUX cyaoM. Ha ouHomy nH1
BU3HAYAETHCSI CHMITTOM BHUIIIHEBO1 KICTOUKH, HasiBHA aTpodisi 30pOBOTO

HEepBY. XBOpoOa MIBUAKO IIporpecye 1 yepe3 1.5-2 poku BijJf MOYATKy 3aXBOPIOBAHHS
JTUTUHA TIOMHUPAE.

[TepBunuuii GioXiMiYHUHN Ae(EKT — 3HMIKEHHS aKTUBHOCTI (hepMeHTy. Tepartis
CUMIITOMAaTUYHA.

JliarHocTrka — 610xiMiuHEe 00CTEXEHHS KPOB1 i 04HOTO HA. MOXKIIMBA MpeHaTaIbHa
niarHoctrka. OcoOIMBY yBary CJiJl IPUAUIATA TPOQITAKTHUIN I[HOTO 3aXBOPIOBAHHS
Ta BUSIBJICHHIO T€TEPO3UTOTHUX HOCIIB MATOJIOTIYHOTO TEHA.

XBopoOu, NOB’si3aHi 3 MOPYIIEHAMHU OOMiHY BiTaMiHIB

Kaabuudepoa — crepoinuuii Bitamin (BitTamil J|) peryatoe BMICT 3B’ SI3yBaHOTO 3
KaJIbI[IEM OUIKa y KIITHHAX KUIIKOBOTO EMITENIIO.

Bitamin B6 cinyxuth kopepmernToM Maitke st 50 pi3HUX hepMEHTIB.
3axXBOPIOBaHHS, 110 BAHUKAIOThH MPU MOPYIICHHI OOMiHY BITaMiHIB: BITaMiH
JI-pe3uctenTHui rinodocdaremMiunmii paxiT (paxiT, HU3bKHI 3picT, 3yOH1 abciiecn),
Mera0JlacTH9Ha aHeMis, 3a1ekHa BiJ (PosIieBOi KUCIOTH (aHeMis, aTakcis,
HEZ0YMCTBO,CYJIOMH )

XBOpoOM, NOB’sI3aHi 3 MOPYIIEHIMH MiHEepPaJbHUX PEYOBHH

XBopo0a Binbcona —KonoBasioBa - cnakoBe 3aXBOPIOBaHHS , 110
XapaKTEepU3YETHCS MOETHAHHIM LIUPO3Y MEUIHKH 3 AUCTPODIUHUMHU MPOLIECAMU Y
rOJIOBHOMY MO3KY. AP-Tum.

J171s TposiBY 3aXBOPIOBaHHS MAalOTh 3HAYCHHSI €K30TCHHI BIUIMBH, SIKi BPaXKarOTh
neviHky (iHTokcukariii, iHdekii). OCHOBHY pOJjb BIIIrpalOTh MOPYIICHHS OOMIHY
OUIKIB 1 Mi/l.

JliarHo3 BCTaHOBJIIOIOTH 32 JAHUMU aHAMHE3Y IPO CIAIKOBUIN XapaKTep
3aXBOPIOBAHHS, HAIBHICTIO POTIBKOBOTO KUJIbIIS, CHMIITOMIB TIATOJIOT1T TIEUIHKU
(IiarHOCTUYHA MYHKIIIS TICYIHKA BHSBIISE IIUPO3 1 BEJIMKUHA BMICT MiJli), SSBHII
reMOpariqHoro Aiabety i 0coOIMBO TINEPKYNPypii 1 rinepamMiHoaumaypii.

V nixyBaHHI €()EKT al0Th TIONOBI MpenaparH, o0 3B'A3YI0Th MiIb 1 BABOIATS ii 3
Oprasizmy.

CHHIPOM «KOTSIY0T0 KPHKY» - JEJelis — CHHAPOM S5 p- BTpaTra KOPOTKOTO TIeda
I ITOT XpPOMOCOMMU.




J11s1 HOBOHAPO/KEHOTO BIIACTHBI crienuIYHUM I1a4, HU3bKa Maca Tija. BigcraBanHs
B pocCTi, Mikporedais, po3yMoBa BIACTATICTh, M 530Ba TIMOTOHIs, 1UOyIe momiOHe
o0nuy4si, MaJleHbKa IIeJiena, HU3bKO Po3TalloBaHi Ta Je()OpMOBaHi BYIIIHI PAaKOBHUHH,
nornepeyHa JOJOHHA CKJIaJKa , CHUHIAKTWIIS — 3polleHl (¢ajaHrd NajbliB,
KJIMIIOHOTICTh, CKOMIO3, TPHXi, BaAu cepls, HUPOK. Hu3bka OMIpHICTH OpraHizmy
1H(EeKIIHHUMU 3aXBOPIOBAaHHSAMH, po3ymoBa BiAcTamicTb. Yactora 1:50000 cepen
KUBUX HOBOHAPOKEHUX. XBOPI 31 CHHAPOMOM KOTSYOTO KpPHUKY TIE€PEBaXKHO
TIOMHUPAIOTh.

Cunapom EnBapiaca — 3ymoBieHui TpucoMmiero 3a 18 maporo. CriBBIAHOIIEHHS
YaCTOTH, 3a SKOI XBOPIIOTh JKIHKM 1 4dojoBiku. CrtaHoBuTh 3:1. Xjomuukw
MOMHPAIOTh BiJIpa3y IicCIs HApOMKeHHs, aiBdaTka — 70% >KUBYTh OIWH MICSIIb,
TUIbKU 1% J0KUBAE 10 POKY.

Y XBOpHX YIIKOKCHI KUTTEBO BAKIWBI OpraHW: TOJIOBHHIA MO30K, CEpIle, JIETEHI,
HUPKH, yepen 1 ckener. HasgBHa 3ruHanbHa Aedopmailis naibliB Ta ctonu. KopoTkuii
BEJIMKUN Tajelb CTONMW, MaJEHbKUW Ta3, CKOII03, 3JUTTA XpeOIliB, Timoruiasis
CKEJIETHOI MYKYJIATypH Ta MiAIIKIPHOI JKMPOBOI KJIITKOBUHHM, HU3BKO PO3TallIOBaHI
ByXa, MaJieHbki o4i. KopoTka mms, maxoBa abo MmymnkoBa rpuxka, BUMNAIIHHS MPSMOT
KUILIKH, 3aTPUMKa MCUXOMOTOPHOTO PO3BUTKY — O3HAKH, 3a SIKUMH J1arHOCTYIOTb
cunapom Enpapca.

Tpucomisa X-xpomocomm — 3ycrpivaetbcs cepel AiB4arok 1:1000 HeMOBIAT.
Kapiotun 47,XXX. KiiHiuHa KapTHHA XBOPOOH pi3HA — B1J (POPM 3 PI3KUM MPOSIBOM
1o creptux. Moxke OyTu po3yMoBa BiJCTalicTh. HeOpO3BUHEHI S€UHUKH, T1IOTLIA31S
MaTKH, O€3IUTIIHICTh, MOPYIIEHHS O0BAapiaJIbHO — MEHCTPYAJIbHOTO IUKITY: Y HUX PaHO
HAacTae BTOpPUHHA aMeHopes abo TmepeayacHui KiiMakc.J[ocuTh 4Yacto 3MiH Y
denotuni Moxxe i He OyTH , OCKUIBKH JIB1 X XpOMOCOMH CIIapajiizoBaHi i HEaKTUBHI.
Taki >KIHKM MOXYTh MaTH 3J0pPOBUX JiTed, OO0 IOJOBHMHA IXHIX TaMeT Mae€
HOpMaJIbHUN KaplOTHII.

Yuwm Gibire X XpoMOCOM TO TUM Ba)kKue€ KJIIHIYHI MTPOSBU XBOPOOU. Y TaKUX XBOPHUX
Oulbllle BUpaXXEHI PO3yMOBa BIACTANICTh Ta 3MIHM y (EHOTHNII . a TaKoX
CIOCTEpIraeThcs cTareBuil 1HGAHTUII3M. Taki JKIHKM BUCOKI Ha 3pICT, MAIOTh 3HAYHI
3MiHH B OyZI0B1 CKeJIeTa, BUKPUBJICHHS XpeOTa, /Ie MIMEHTOBaHI IJISIMHU.

[IporHo3 anst XKUTTA OpPU TPUCOMIT CIOPUSTIMBUNA 1 3aJI©KUTh B BUPA3HOCTI
IPUPOIKEHUX KATIITB.

Aucomisi Y-xpomocomu

Onun 3 BapianTiB cunapoMa Knaitndensrepa nonicoMist mo Y-xpomocomi . Taki
YOJIOBIKM MOXYTh OyTH (PEHOTHUIIOBO 30POBI. 3a3BUYail y OLIBIIOCTI TAKMX XBOPHUX
30epe)KEeHUI 1HTEJICKT, a PO3YMOBUN  PO3BUTOK BIJNOBiAa€ HU3bKIA a00 cepeHii
HOpMi. Y JEAKHUX XBOPHUX CIOCTEPIraeThes OMrodpeHis, Bi3HAYAETHCS arpecuBHA
MOBE/iHKa; OaraTo 3 HUX € 3JOYMHIIIMU — PEHUAMBICTaMU,IKI MalwTh J100pe
PO3BUHEHY MYCKYJIaTypy, HOpPMaJIbHI CTaTeBl 3aJ03M, y HUX JIMIIEBUN CKEJET
nepeBakae HaJl MO3KOBUM, BOHM BUCOKI Ha 3pICT 1 3 MPaBUIILHOIO OYJIOBOIO TiJa.




[Ipu UTONOrIYHOMY JTOCHIJKEHH] BUSBISAIOTH 2 piaiie Oiibine Y XpOMOCOMH,
gKa CaMOCTIMHI Tak 1 B PI3HUX MOEAHAHHAX 3 IHOIMMH AQHOMANiSIMH CTaTeBUX
XpOMOCOM.

Sk ekcrpec — METOA MIarHOCTUKH JIOAATKOBOI Y-XpOMOCOMH JOCHIIKYIOTh
OyKaJnpHUN emiTeNid 3a JONOMOIOK JIFOMIHECHEHTHOI MIKpockomii. BusiBneHHs
NOJBIMHOIO ¥Y-XpOMAaTHHY CBITYUTH PO HASIBHICTH 3aliBOT Y XPOMOCOMU.

[TporHo3 m00 KUTTSA CIPHUSITIUBHUIA.

3.3 Pekomenodosana aimepamypa:

Ocnogna : Mennuna Gionoris B.B bapuixoscskuii, I1.51 [leperiok ,2012
[{ooamkoea: Meanuna renetuka Ilyrunnesa I'U, Pemernsx T.A, 2002

Menuyna 6iomoris , [Timak B.I1, baxxopa FO.I, 2004p

3.4. Opicnmoena Kapma 0.1 CAMOCMIUHOL poOOmMU 3 Aimepamyporo no memi:

(OCHOBHI 3aBJaHH BxasiBku Bigmosizai
BuBuntn :
1 .ETionorito riikoreHo3iB e Po3zibpatn MexaHizm

2 KniniyHi nposiBU BUHUKHEHHS XBOPOOU

3 JliarHocTHKA 1 JIIKYBaHHSA o
A Y o (OsnaiioMuTHCS 3

(hopMaMu TIIIKOT€HO31B
(meyiHKoOBa, M’S30Ba,
reHepasi30BaHa)

e MeToau A1arHOCTHKH 1
MPUHIINIY JTIKYBaHHS
BHECTH B TaOJIHUIIO

2 T'enni xBopoOu 3
MOPYIIECHHSM OOMIHY
aMIHOKHCIIOT
o [icTunuHemis —
€T10JIOTIs, KIIIHIYHI
MPOSIBU, A1aTHOCTHKA ,
JIKyBaHHS
® IUCTUHYDIA

PoziOparu mexaH13m
BUHUKEHHS XBOPOO
Tun ycnaakyBaHHS
Tunosi KniHIYHI
MPOSIBU

3amnucaru METOIU
NIarHOCTHUKH 1
TIPUHIIAITA JTIKYBaHHS Y
TaOJIMIIIO

3. I'enni xBopoOU 3
MOPYIIEHHSM OOMiHY iR
e XBopobOa Tes -Cakca

Po3ibpaTtu mexanizm
BUHHUKEHHS XBOPOO
Tun ycnaakyBaHHs
TunoBi kaiHIYHI
IPOSIBU

3anucaru MeToau
TIarHOCTHUKH 1
MIPUHIIAIN JTIKyBaHHS Y
TaOJINIIFO




4. I'enni xBopoOH 3 e (O3HalloMUTHCS 31

MOPYIIEHHSM O0OMiHY 3HAYEHHSMH BiTaMiHiB
BiTaMiHIB y Metaloni3mi
oprasizma

e (3sgaiioMuTHUCH 3
MOPYIIEHHSMU O0OMiHY
BITaMiHIB Ta

HaCJIAKaMU
5.I'enni xBopoOu 3 e HasBaru etionoriusxi
MOPYUICHHSM OOMiHY ¢bakTopu XBOpoOH
MiHEpaJIbHUX PEYOBUH e Po3iOpartn MexaHi3m
e XBopoba Binbcona BUHUKHEHHS
—KonoBanosa MOpPYILICHb
(etionoris, maTorexHes, ® 3BEpHYTH yBary Ha
KIJIiHIKa, T1arHOCTHUKA, KJIIHIYHI IPOSIBU
JIKyBaHHS) XBOpOOHU (pOriBKOBE

KUJIbIIE, [IATOJIOT1S
IEYIHKH, BEJIUKa
KUIBKICTb MIJI1 y c€yl)
JliarHOCTHKA XBOPOOH

1. CUHAPOM «KOTSYOI'O KPUKY» e Hassaru npuunny
BUHUKHEHHS

e XapakTepHi KIiHIYHI
HpOSIBU

e [Iporuos

® IarHOCTHKa

2.cunapom Ensapaca e Hassaru npuunny
BUHUKHEHHS

3. CUHIPOM TpHCOMIi

X-XpoMOCOMH (CUHIPOM e 3amucaru KapioTun

«CYTICPIKIHKH )

e XapakTepHi KJIiHIYHI

4.cuHAPOM AUCOMIT IposiBH

Y-xpomocomu e Meroau niarHOCTUKHU

o 3amoBHUTHU TAOIUIIIO

3.5 Mamepianu 0,11 camoKonmpo.ito

A. lnTaHHA ANA CaMOKOHTPONIO
1. Y yomy mpuurHa cajkKoBUX XBOpoO?

Knacudikaris cnaakoBux XxBopoo

Ska xBopo0Oa XapakTepHU3y€eTbCA MOPYLIEHHAMU OOMIHY O1IKIB 1 Mii?

[Ipu sikoMy 3aXBOPIOBaHHI CIIOCTEPITA€THCSI CUMITOM «BIITHEBOI KICTOUKI ?
[lo Take rmikoreHo3u?

Sxi popmu MITIKOT€HO31B ICHYIOTh?

AR



7. Y xmiTUHAX SIKAX TKAHWH MOKHA BU3HAUUTH X-XpOMAaTUH?

8. CKIIbKH IPYI0UOK X-XpOMATUHY BUSBISETHCS B COMATHYHUX KITITHHAX
JIFOMWHHA 3 TUCOMIETO TI0 Y -XpPOMOCOMi?

9. Uu MOXHA 3HAUTHU IPyAOYKH X-XPOMATUHY B XJIOITYMKA 3 CHHAPOMOM
EnBapnca?

10. Axuii nabopaToOpHUll eKCIIpec-MeTO TOLIbHIIIE 3aCTOCOBYBATH IS
JIarHOCTHKHU TPUCOMIi X-XpOMOCOMHM, TUCOMIT Y-XPOMOCOMH, CHHJIPOMA
[IlepemeBchkoro — Tepuepa?

11.Yu MokHA BUSIBUTU X-XPOMATHUH Y YOJIOBIKa 3 KapiotunoMm 47,XVYVY?

12.51x1 MeToM 1IarHOCTHKHU CITaJIKOBUX XBOPOO?

b. Kopucryrouncs kinacudikaiiiero CnagkoBiUX XBOPOO BUZHAYUTH Ta 3alIOBHUTH
TabINuII, JIe BKa3aTh JI0 SIKOi TPYIH HAJIEeKaTh HACTYMHI XBOPOOH, a TAKOK METOIH
JIarHOCTHKY, TIPUHIIAIH JIIKYBaHHSI Ta 3aX0/IA MTPO(PIITAKTUKY :

No Ilpuuunu I'pyna
Ha3Ba xBopoou P Cumnmomu Py
3/n GUHUKHEHHA 3aX60PI0EAHD
1. I nixozenosu

2. Ticmuounemisa

3. | Quecmunypia

4. Xeopoba Tess —Caxca

5. Topywenus oominy

BIMAMIHIB
6. Xeopoba Binvcona
—Konosanosa
7. Cunopom «komsauo2o
KDUKYY

8. Cunopom Edsapoca

0. Tpucomis no X —
Xpomocomi
10. Jlucomis

Y-xpomocomu




No Memoou Ipunyunu 3axoou
HasBa xBopo6u . . .

3/n JiazHOCMUKU JUKYBAHHA npoginakmuxu
1. | [hikocenosu
2. | l'icmuounemis
3. | Qucmunypia
4. Xeopoba Tess —Caxca
5. Topywenus oominy

8IMaminie
6. Xeopoba Binvcona

—Konosanosa
7. Cunopom «komsuo20
KDUKY»

8. Cunopom Eosapoca
0. Tpucomis no X —

Xpomocomi
10. | Hucomis Y-xpomocomu

[Tigmuc










