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IIpakTHYHe 3aHATTSI No 2

Tema: 'eHHi XBOpOOH
MeTa: 0OOroBOpUTH ITUTAHHS YCIIaIKyBaHHsI T€eHHUX 3aXBOPIOBaHb Ta
CXUABHOCT1 0 HUX Y AFOAUHY, BUBYHUTHU OCHOBHI1 I'€HH1 3aXBOPIOBAHHS

AIOIUHU

TumarHs 0151 062080DEHHSL:

. l'enHi 3axBOprOBaHHA

. OcobamBoOCTi ycnaKyBaHHs Ta MIPOsIBY T€EHHUX 3aXBOPIOBaHb
. AyTOCOMHO-AOMIHAHTHI IaTOAOTIi

. AyTOCOMHO-pPEIIECUBHI TaTOAOTIi

. [laToaorii 34enaeHi 3i CTaTTIO

. MiToxXoHapiaAbHI 3aXBOPIOBAHHA

AU WN =

3aBmanusa 1. MoOHOTeHH] 3aXBOPIOBAHHS

MoHozeHHi x80p0obuU—11e XBOPOOH, 3yMOBAEHI My TAIIE€IO OHOIO
reHa. 3araAbHUM A9 HHUX € YCIaAKyBaHHS 3TIAHO 13 3aKOHaMHU
Menneasd. ¥ aromuHU ~ 30 THC. reHiB, are MOHOT€HHMX CIIaJKOBHUX
3axBoproBaHb 3Ha4HO MeHIle (~ 4000). Lle 3ymMm0BA€HO TUM, 1110 3MiHA
IIePBUHHOI CTPYKTYpH Oiabiie S0 % 6iAKiB IPU3BOAUTE A0 3arubeai
KAITUH abo paHHiX emOpioHiB. Taki 06iAKM Ha3UBaIOTHCS
MOHOMOP(HHUMH, BOHU 3a0€3Me€YyI0Th OCHOBHI (DPYHKIII KAITHHU
SAKII0 PO3BUTOK eMOpioHa 3 MaTOAOTIYHOIO IN€HHOI0 MYyTAalli€lo He
3yIIMHUBCA Ha pPaHHIX CTagigdx, TO I[IaTOAOTIYHHMN T€H MOIXKe
IPOSIBUTHCA TAaKUM YHUHOM:

> BPOIKEHUMU BallaMU;

> IIOpPYIIEHHSIM 0O0MiHY PEYOBUH (F€HU, 1110 KOAYIOTH (PEPMEHTH,
PELIENITOPH, TPAHCIOPTHIOIAKH TOIII);

> 3MINIaHUMHU epeKTaMU.

domiHaHmMHUMU 4acTillle € MyTallii CTPYKTYPHHUX I€HiB, SKi
KOAYIOTh HOAIMENTHAN 3 YETBEPTUHHOIO CTPYKTypor. HopmaabHmu
reH 3abes3rneuye S0 % poayKyBaHHS HOPMAaABHOIO ITOAITIEIITHIY. Aae
KOAU yTBOPIOETHCS YETBEPTUHHA CTPYKTYpPAa, TO B 61A0K BKAIOYAIOTHCS
HOpMaAbHI Ta MYTaHTHI MoainentTuau. B 1mianomy dyHKILS O6iaka
HOPYLUIYETHCHI. TakKuM YHHOM, HOPMAaAbHHM as€Ab HE MOIXKeE
3a0e3neYnTy HOpMaAbHUN (PEeHOTHII.
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PeuecueHumu, 9K IIPaBUAO, € 3aXBOPIOBAaHH4, IIOB’SI3aHi 3
MyTalidMU I'eHiB, SIKi KOAYIOTh PEPMEHTH. Y I€TE€PO3UTOT
HOpMaAbHUHU aseab 3abe3neuye S0 % depMeHTaTUBHOI aKTUBHOCTI.
[lroro mocTaTHBO AT HOpMaabHOI PyHKIIil opraHiamy. Tomy ocobu,
dKi MaloTh OQUH MYTaHTHUHN aA€Ab T'eHa, 3aAUNIaloThCa 3JOPOBUMH,
xXo4da i MaloTh 3HUKEHY aKTUBHICTb (PEPMEHTY, 1110 BU3HAYAETHCH
6ioxiMiuHO. AAe PELIeCHBHUMH MOXKYTb OyTH TaKOK 3aXBOPIOBaHHSI,
3YMOBAEHI ITOpPyIIeHHIM (PYHKIIi HepepMeHTATUBHUX OIAKIB.
Hanpukaazn, MmyKkoBiciingo3 abo 3-tasacemis.
[Nenernyna kiaacudikanis MOHOreHHHX
3AXBOPIOBAHL 3 YPAXYBAHHAM THOY

ycnajaKyBaHHs

.

ABTOCOMHO- ABTOCOM- 3uernyiedi MITOXOH-

JOMIHAHTHI ~ HO-pele- 31 CTATTIO  JAplajibHI
(A1) cuBHI (AP) / \
3ueruieHi 3 3uernuieHi
X-xpomo- 3 Y-xpomo-
COMOIO COMOIO

/o \

JomiHanTHi PeliecuBHI
(X1) (XP)

I'eHeTHYHA reTEPOreHHiCTh MOHOTE€HHX 3aXBOPIOBaHb!:

1. AorxycHa zemepozeHHIicmMb — KOAU OIHE 1 Te XK
3aXBOPIOBaHHA oO0yMOBAEHE MyTaligaMu PI3HUX IeHiB
(dbeninkeToHypid, HelipoceHCOpPHA rAyxXoTa, aab0iHi3M). OnucaHo 8
dopM MyKoIoAicaxapua03y, 3yMOBAEHUX MYyTalliIMHU Pi3HUX T'€HiB.

2. AnenvHa 2emepoz2eHHIicCMb — KOAM  CIIQIKOBE
3aXBOPIOBaHHS MOXKe OyTH CIpUYNHEHE PISHUMU My TallisIMU OHOIO
reHa. ¥ reHi MyKoBicIiumo3y orucaHo 6iabiire 1000 myTartii, 3 SKUX
6an3pko 300 maroTh maToAoriuyHui edeKT. Y TeHi pelrerTropa a0
AITIOTTPOTEIHIB HU3BKOI IT'YCTUHU onrcaHo Oiablre 700 myTartiti. PizHi
MyTallii TI0-CBOEMY 3MiHIOIOTE OYIOBY OiAKa. B pe3yabTaTi msiokkicmos
3axX80pPIOBAHHS, UAC MaHipecmauii, xapaKxmep CUMNMOMAMUKU Y
PI3HUX XBOPUX MOXKYTbh BapiloBaTH B MINPOKUX Mexkax. OgHa 1 Ta XK
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AIOITHA MO3Ke Oy TH HOCIEM ABOX Pi3HUX MyTallilf OTHOI0 i TOTO XK TeHa
(B omHiM xpoMocoMi ogHa MyTallid, B iHIIINA — iHIna). Taki Arogu

Ha3UBaIOThCSI . KaiHiKa 3axXBOpIOBaHHS Y KOMIIAQyH/IIB
MOZKe BIAPI3HATHUCH BiJ «CIIPaBXKHiIX» TOMO3UTOT.
3. AnenvHi cepii — KOAHM Pi3HiI MyTallii B OMHOMY i TOMY 3K

reHi IIPU3BOAATE 40 PO3BUTKY aOCOAIOTHO Pi3HUX 3 KAIHIYHOI TOYKMU
30py 3axBoproBaHb. Hampukaaza, aBi dopMHU M’930BOi AuCTpOdii —
TaxxKa popMma [roieHHa i AeTka Bekkepa — COpUYMHEHI MyTalli€lo
OITHOTO i TOT0K I'eHa, AKUH Koaye 0iA0K AUCTPOdIH CKEAETHUX M 'F3iB.
M’a3oBa gucrpodis [rolieHHa po3BUBAETHCH IIPU ITOBHINM OAoOKami
cuHTe3y auctpodiny, a Bekkepa — mmpu 4acTKoBiti Oaokami. [HITHH
IpUKAAZ — Pi3HI MyTauii reHa penenTopa d¢akTopa pocTy
dibpobaacTiB IPU3BOAATE 10 PO3BUTKY TPHOX Pi3HUX 3aXBOPIOBAHb —
axOHApPOIIAa3ii, TimoXoHApoIAazii i TaHaTo(OPHOI KapAUKOBOCTI
Biabnie 10 myTamii y reHi MYKOBICHIHIO03y HE MNPU3BOAATH 0
PO3BUTKY KAIHIYHOI KapTHHH MYKOBICIIUI03Y, aA€ CIPUSIOTh
PO3BUTKY AUCEMIHOBAHUX OpPOHXOEKTAa3iB, IIUPO3y MEUiHKH.
KainmiyHa KapTHHA MOHOT€HHHUX XBOPOO XapaKTepU3y€EThCH:

1. PisHomaHimmsam npossis.
2. BapiosaHHsIM 81KY nouamkKy xeopobu.
3. IIpoepedieHmHicmio KAIHIUHOI KapmuHUu (XapakTepHe

came JIAd MOHOT€HHUX XBOPOD), a TAKOK XPOHIUHUM XAPAKMEPOM 3
penuaIuBaMU.

4. TsokKkum nepebizom (oad 6araTbox FreHHUX XBOPO00), 1110
OPU3BOAUTD [0 IHBaAiAM3Allli Ta CKOPOUEHHS TPUBAAOCTI KUTTH.

5. KniHiuHum  nonimopgiamom, HAKUU  00yMOBAEHHM
HACTYyITHUMU NPUYNHAMU:

v leneTnyHa reTEPOre€HHICTD MOHOT€HHHX
3axXBOPIOBAHb.

4 CoMaTHYHHUH MO3aillu3M.

v [lo3a reHis.

v BriAuB reHOTHUIIY B IIiAOMY.

v BoAuB  30BHIIIHBOTO  CEPEAOBHINA  (XapakTep
Xap4yyBaHHSI MOXK€E BIIAUBaTuHa repebirpepmenTonariti).

3araabrHa JyacToTa MOHOT€HHUX 3aXBOPIOBAHb y
HOBOHAPOKEHUX y IOMNYALIlli B I[IAOMY CTaHOBUTH 1 %. I3 Hux
XBOPOOHU 3 aBTOCOMHO-IOMIHAHTHUM THIIOM yCIIaaKyBaHHSI

cTa"HoBAATE 0,5 %, 3 aBToCOMHO-periecuBHUM — 0,25 %, 34yenaeHi 3 X-
xpomocomoio — 0,25 %, Y-34demnaeHi Ta MiTOXOHApiaabHi XBOPOOHU
3yCTpidaroThCd BKpau piako.
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Y miarHOCTHIII MOHOT€HHHX XBOP0OO BHKOPHCTOBYIOTH TaKi
METOLU:

- CUHOPOMOAOTIYHUMN aHaAi3;

- MOAEKyAsspHO-TeHeTH4Hi Metoam ([HK-miarHoctuka) —
rpyna METOAIB, HaIlpaBACHUX Ha BHIBAEHHS IIE€PBUHHOIO
FeHETUYHOIO0 Ae(PEKTY

- OUTOT€HETUYHUNM  METOJ  BUKOPHUCTOBYETBHCH  OAI
JiarHOCTHUKU CUHAPOMY (ppariabHOi X-XpPOMOCOMH.

HuHi 3aBOsgkuy ycmoixamM BCIX PO34iAlB T'€HETHKU 1 IIPOTpecy
TEOPETUYHOI ¥ KAIHIYHOI MEAUITMHU MOKHA BIIEBHEHO CTBEPI2KYBaTH,
1110 6araTo MOHOTE€HHUX 3aXBOPIOBaHb BXKeE YCIIIITHO AIKYIOTHCH.

3aBaanusa 2. BUBYUTHU I'€HHI 3aXBOPIOBAHHS 3 ayTOCOMHO-
JOMIHAHTHHUM yCHaAKyBaHHSIM

JAsT ayTOCOMHO-AOMiHAHTHHX 3aXBOPIOBAHb XapaKTEPHO:

1. Y pomoBoai XBOpPOi AUTHUHU, SIK NPABUJO, X80PUIL 00UH (3
6amoKie; ocobu 000X crarTedl XBOPIIOTH i3 OJHAKOBUM CTyIIEHEM
BipOTiAHOCTI.

2. HapomzkeHHsI XBOPOi AUTHUHU y 3I0POBUX OATHKIB I1OB’d3aHe
13 WOUHO 8UHUK0M0 mymayiero. BiporifHicTh BUHUKHEHHS TaKOi K
MyTallii BKpail HU3bKa.

3. AeraabHa Oid reHa B 'OMO3UTOTHOMY cTaHi. Hampukaapn, y
roMo3uroT (AA) 3a reHOM axOHAPOIIAa3ii TAXKKI aAedopmallii ckeaeta
IPU3BOALATH 10 3arubeAi 1maoaa, i BCi XBOpi 3 aXOHAPOIIAA3IE€I0 TIABKU
reTepo3uroTHi (Aa). AeTaspHICTP TIOMO3UIOT OIIMCAaHA IIpU
OpaximaxkTHail, cuuapomMmi Mapdana Toruro.

4. HemoBHa meHeTPaHTHICTh IeHa.

5. BapiroBaabHa  €KCIPECHUBHICTh 3axXBOPIOBaHHd. Taxk,
KAIHIYHUMHY O3HaKaMu cuHApomy MapdaHa MoKy Tk OyTH acTeHiYHa
crarypa, CKOAI03, MioIlid, a €AUHUM MIiHIMaAbHUM KAIHIYHUM
IIPOSBOM MIOTOHIYHOI aucTpodii Mozxke OyTH KarapakTa abo
HOPYIIEHHS CEPLEBOI MNPOBimHOCTi. KaAiHIYHI IIpOogBU aBTOCOMHO-
JOMIHAHTHUX CHHAPOMIB y pai3i BapilOBAaAbHOI €KCIPECHBHOCTI ¥
HaIa[IKiB, 9K IIPAaBUAO, HE 3aA€3KaTh Bl TAXKKOCTI1 3aXBOPIOBAHHS Y
6aThKIiB iMOXXYTh MaTU BUPAXKEHICTh Pi3HOTO CTYIIEHS.

6. IlAeHOTPONHICTE — BIAUB OJHOTO I'eHa Ha PO3BUTOK KIABKOX
O3HAaK, 110 KAIHIYHO BUSIBASIETHCS YPasKeHHSIM 0ararbox OpraHiB.

PU3UK HapOMKEHHsSI XBOPOi AUTHUHU B CiM1 BH3HaYaEThCH
reHoTHUIIOM 6aThKiB. [Ipu mMoBHIil MeHeTPaHTHOCTI reHa BipOTriaHiICTh
YCIIaIKOBYBATH 3aXBOPIOBAHHS, IKII0 XBOPUH OOUH i3 0aTBKIiB (Aa),
nopiBHIOE 50 %, gKIO XBOpi 6aThkKo i Matu — 75 %. JKIno 60aTbKu
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XBOPOi AUTHUHU 3J0POBI (TEHOTHUII aa), a HAPOAKEHHS XBOPOi AUTHHU
[IOB’d3aHe 13 IMIOMHO BHWHUKAOIO MYTAalli€l0, HOBTOPHUMN PHU3UK
HapOMKEHHA XBOPOi AUTHHHU HU3BKUHU 1 BIANIOBiAAE MHOIIYASIIIMHIN
4aCTOTI1 JAaHOT'0 3aXBOPIOBAHHH

Tabauua 1 - TeHHiI 3axXBOpIOBaHHA 3 ayTOCOMHO-
AOMiHAHTHHM yCNaAKyBaHHSIM

Amiepa CHHAPOM
AxoHOpOIIAA3is

CUHAPOM
[ToaimakTinia

1
2
. Mapdana
4

3aBananusa 3. BUBYUTH I'eHHI 3aXBOPIOBAaHHS 3 ayTOCOMHO-
PELIECUBHUM yCIIaAKyBaHHSIM

O3HakKu ayTOCOMHO-PELIECUBHUX 3aXBOPIOBAHb BUSBASIOTHCI
PEHOTHUITIYHO TIABKYU BTOMO3UTOTHOMY CTaHi. XBOPi MalOTh T'€HOTHII
aa, 3/10poBi — AA abo Aa.

JAs1 ayTOCOMHO-PELECUBHUX 3aXBOPIOBAHb XapaKTEPHE TaKE:

1. 3BuuyaitHO OaTbKU XBOPOi AUTHUHU 3IO0POBi i
IPOCAIIKYBaTH Iepeaady 3aXBOPIOBAHHA 3 [TOKOAIHHSI B ITOKOAIHHS
HEMOIKAUBO.

2. 3 pIBHUM CTYIEHEM BipOTiIHOCTi XBOPiIOTH YOAOBIKH i
KIHKU.
3. [iTh 3 pPiAKICHUMH 3aXBOPIOBAHHAMU HAPOIKYIOTHCS

yacrilie B CHOpifHEHHUX Opakax abo y BIiTHOCHO HEBEAHMKHUX
130AbOBaHUX IMOMYAAIISX.

3. 9K TIpaBHAO, CIIOCTEPIraeThCs IMOBHA IEHETPAHTHICTD
reHa 1 Bapitorodya eKCIIPECUBHICTD.
4. Pu3uk HapoI»KeHHdI XBOPOi AUTHUHU B CiM 1 3aA€KUTH Bill

reHOTUIly 0OarTekiB. 3m0poBi 0OaTbKU  XBOpPOi  AUTHUHU €
FeTEPO3UTOTHUMM HOCIIMH IIaTOAOTIYHOro reHa (Aa). Pusmk
HapOIKEHHd XBOPOi AUTHUHHU B Takiil CciMi cTaHOBUTH 25 % npu
KOJKHiH BariTHOCTI. K110 0AUH i3 6aTBHKIB CTpazXKaae Ha ayTOCOMHO-
pelecCBHE 3aXBOPIOBaHH (aa), a ApyTud 310poButi (AA), To BCi OiTU
3[J0POBi, aae € TEeTEPO3UTOTHHMH HOCIIMH  PELIECHBHOIO
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[1aTOAOTIYHOTO IeHa.

Cepen 3axBoproBaHb 3 TaKUM THIIOM VCIIAAKyBaHHS €
IIPUPOKEHI Baau PO3BUTKY, CIAAKOBI XBOpobU O0OOMIiHY, pi3Hi
criaakoBi  (OPMH  TAYXOHIMOTH, CAIIOTH, HEPBOBO-M 930Bi
3axXBOPIOBAHHS Ta iH.

[IpUKAQOU QYMOCOMHO-peuecusHuUx ead po3eumkKy -
aHodTasbMid, MiKpolledaais, roaormrpo3eHIledanis.

Tabauua 2 - T'eHHi 3axBoplOBaHHS 3 ayTOCOMHO-
PELlECHBHHM yCHaAKyBaHHSM

deHIAKEeTOHYPis

1

2 TaaakTo3eMisn
'8 Mpyxkosicrenos
4 Tinorupeos

3aBaaunusa 4. BUBYNUTU I'eHHI 3aXBOPIOBaAHHS 34€IlA€HI 3 X-
XPOMOCOMOIO.

34yenaeHi 3 X-XpoMOCOMOIO 3aXBOPIOBAHHS MOXYTb OyTH
JOMIHAQHTHUMHU 1 pelnecuBHUMH. Po3TaimoBaHi B X-XpOMOCOMI
PELIECUBHI I'€HU IIO03HA4YaloTh X2, 3axXBOPIOBAHHS, 3yMOBAEHI ITUMHU
reHaMH, uacmiwe 3ycmpiuaromscst y uonoseikie (Xa2Y), OCKiAbKU
BOHHU MAalOTh TIABKH OAHY X-XxpoMocoMy. HapoazkeHHa XBOPOro CHHA,
K IIPaBUAO, TIOB’s13aHE 3 TeTE€PO3UTOTHUM HOCIHCTBOM ITaTOAOTIYHOIO
reHa y Marepi. 2KiHKHU HaldacrTillle € 3JOPOBUMHU I'eT€pPO3UTOTHUMU
HociikaMu (XAX2). KaiHiuyHI IposgBU X-39€IIACHOIO 3aXBOPIOBAHH4 Y
2KIHOK MOXKHa IOSICHUTHU KiAbKOMAa NpUYHUHAaMU:

1. SYkmpo 6arpko xBopui (XaY), a MaTu Hocik reHa (XAX?), ixHI
JO0YKa MO3Ke OyTH XBOPOIO TOMO3UToToIo (X2Xa). Taka cuTyallisa Moxke
3yCTpidaTHCs IIPU CHOPIAHEHHUX IIIAI0OAX.

2. XKiHKM MOXKYTb MaTU AeTKy (POpMYy 3axXBOPIOBAHHSI Uepe3
BUIIAIKOBY IIEPEBAKHY IHAKTUBAILIII0O X-XPOMOCOMH 3 HOPMAaABHUM
JOMIHAaHTHUM I'€eHOM (YTBOPEHHS TiAellb bappa). Y nboMy BUIIaAKYy B
OiABIIIF YaCTHUHI KAITUH (PYHKILIOHYE MYTaHTHUY I'eH, 1110 i ITOSICHIOE
KAIHIYHi ITpOsIBU XBOPOOH.

3. HaaBHicTh TiABKM OfHi€i X-XpOMOCOMHU, HAIIPUKAAL, IIPHU
cunapoMmi IllepemeBcrkoro- Tepuepa (45,X) 1 cuHIpPOMI
TECTUKYAdpHOi demiHizarii (46,XY). ¥ npoMy BUOAAKY PO3BUTOK
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XBOPOOH, K i Y YOAOBIKIB, IIOB’sI3aHUM 3 HAsIBHICTIO TIABKU OHOTIO
aAeAd IIaTOAOTIYHOIO r'eHa

HdomiHaHTHI 3yenmAeHi 3  X-XpoMOCOMOIO O3HaKH
3yCTPIYalOThCAd Y YOAOBIKIB 1 2KiHOK. Bin xBopoi MaTepi-reTepo3uroTu
3axXBOPIOBAHHS YCIIaQAKOBYIOTh 1 CHHH, 1 JOYKH 3 BiporigHicTio 50 %.
Bin xBoporo 6arbKa 03HaKy ycriaakoByloTb 100 % mo4oK i HiKOAM —
cuHu. [Ipu OGaraTbox MOMIHAHTHHX X-3YENACHUX 3aXBOPIOBAHHSIX
IIaTOAOTIYHUY I'eH na€e AeTaAbHUH epeKT y eMOpioHiB 4oAOBiIUOi cTaTi
(HarrpuKAaz, 3arubeab IIAOIB YOAOBIYOi cTaTi 3 JOMiHAHTHUM '€ HOM
XBOPOOU CIIOCTEPIraeThbCcsl ITPU CHHAPOMI HETPHUMAaHHS INKiPHOIO
nirmeHTy Baoxa- Cyabnioeprepa).

Tabauua 3 - TeHHi 3axBoproBaHHsa 34emnmaeHi 3 X-
XpMOCOMOXO

Femodpinia A —
HOPYILIEHHS
cuHTe3y VIII

pakTOpPY
3ropTaHHd

KPOBI

JlaanbTOHIZM

M’a3oBa
aucTpodist
[ronieHnHa-

Bekkepa

docar-aiaber

(Biramin D

PE3UCTEHTHUMN

paxirt)

3pobuTH BUCHOBKHU Ta 3aIlIUCATH iX A0 30IIUTY.

ITumarHs Onsl camonepesipKru:
. 9IKi 0cOGAMBOCTI ycIaKyBaHHA T€HHUX 3aXBOPIOBAHbL?
. JIK A1aTHOCTYIOTh I'€HHI1 3aXBOPIOBAHHS ?
. YIKk BU3HAQYUTH BIpPOTIAHICTh IPOSBY I'€HHUX 3aXBOPIOBAHB?.
. Y1 MOKHa 3yIITUHUTH, ITIOCAAOUTH YU B3araisi BiAMiHUTH IIPOSB
FeHHOT'0 3aXBOPIOBAHHA?

A WN +—
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