CnaakoBi XBOpPOOH JIIOAMHU: METOAM iX BUSHAYECHHS

CnaakoBi XBOpoOM JIIOAMHH- 3aXBOPIOBAHHS, BUKJIMKaHI XPOMOCOMHHUMH 1
reHHUMU fedekramu. OCHOBOIO CIAJIKOBHX 3aXBOPIOBAaHb € I'€HHI, XPOMOCOMHI 1
MITOXOH/IpiaJibHI MOPYIICHHS cnaakoBoi iHdopmMainii. He BapTo muryraTtu criajgkoBi
Ta BPOJKEHI 3aXBOpPIOBaHHS. BpoJKeHi 3axBOprOBaHHS OOYMOBJIEHI HE TUIBKU
CIaJKOBMMHU, ajie 1 30BHINIHIMA YMHHUKAMH, HATIPUKIIA]l HETaTUBHUM BIUIMBOM Ha
eMOpIOH XIMIYHHMX PEYOBHH, JIIKIB a00 onpomiHeHHs. CHajgkoBi 3aXBOPHOBAHHS
JIOJUHA MOXYThb OyTH BHSBJIEHI BiApa3y IICAS HAPOMKEHHS, a MOXYTh
nposiBUTHCS 4epe3 TpuBainuil yac. bmmspko 10% Bcix 3axBOproBaHb JIIOAUHU
OOYMOBJIEHO TIATOJIOTIYHUMHM TeHamMu abo0 TeHaMH, SKI BIAMNOBIJAIOTH 3a
CXWJIBHICTB JI0 XBOPOOH.

Kaacudikanisi cnaikoBux XBOpo0 JIOANHHA

I'enemuuni 3axeoprosanns. BUHUKAIOTH K pe3ynbTaT nomkomkeHHsa JJHK
Ha piBHI TeHa. [lo Takux 3axBoproBaHb Haiexarb xBopoOa Himana-Ilika 1
(eHUIKETOHYPIA.

Xpomocomnui 3axeoprosanns. XBOpoOH, TOB'sI3aHI 3 aHOMAJIIEIO KUIBKOCTI
xpomocowm. [IpukinanamMu XpOMOCOMHHX 3aXBOPIOBaHb € CUHAPOM JlayHa, CHHApOM
Kunaiindenrsrepa 1 cunapom Ilatay.

3axeoprosanna 3i cnadkoeor cxunvHicmio (TINEPTOHIS, IIYKPOBHIA J11a0eT,
peBMaTH3M, IHU30(PEHIs, 1IeMIYHa XBOpoOa ceps).

['eHeTnunmii TArap MyTamiii y JIOAMHU 3arpo3iuBo BHUCOKH. Koxen
KUTEIb Ha 3emMil — Hociit 10 — 15 moTeHiitHO MOpyIIEHUX TeHIB.

[lepen TuM, sSIK TMpPOBECTH KOHCYJbTAIlIO, MOTPIOHO 030pOITHCH NMEBHUMHU
3HaHHsAMU. [laBailiTe pa3soM KOPOTKO OXapaKTepU3yeEMO OCHOBHI CHUMITOMHU
CIaJIKOBUX XBOPOO:

1. CepnoBuano-kjaiTuHHa xBopoda (CKX) abo cepnoBHIHO-KIITHHHA
anemis (abo anemig; CKA), abo apemaHonmro3 - 1€ ayTOCOMHO-PELIECHBHE
HA/JJOMIHAHTHE TEHETHMYHE 3aXBOPIOBAHHSI KpOBI, K€ XapaKTePU3YETHCS
HENPAaBUWIBHOIO, CTIMKOIO, CEPIOBHAHOI0 (POPMOIO YEPBOHHMX KPOB'SHHUX KIIITHH
(epUTpOLIUTIB).

CepnoBUAHICTh KJIITHH 3MEHIIYE I1X THYYKICTh Ta €JIaCTUYHICTh, IO
30UTbIIy€ PU3MK BUHHMKHEHHS PI3HUX YCKJIaJHEHb. [IpUYMHOI0 TOSBU KIIITHUH
ceprnioBUIHOT hopMH € MyTallii B T€HI reMorio0iHy. SIK HacHiOK CKOPOYY€EThCS
OUIKyBaHa TPUBAIICTh JKHUTTS, B CEPEIHHOMY BOHA CKiiajae 42 pOKH Yy YOJIOBIKIB 1
48 y KIHOK.



2. I'emodinis — mopymieHHS MeXaHI3My 3TOpTaHHS KpoBi. Y XBOpHUX
BUHHMKAIOTh MPOOJIEMH 31 3TOPTAHHSIM KPOBI, FT€MaTOMHU, BTPATH KPOB1 HABITh MPHU
HEBEJIMYKHUX MOpPi3ax, BHYTPILIHI KPOBOBUJIUBHU.

3. Cunapom Kanaiingeantepa, cunapom 47, XXY, XXY cunapom — e
3aXBOPIOBAHHS, TPU SKOMY OCOOM 4YOJIOBIUOi CTaTi MawTh JOJATKOBY X-
XpoMocoMy. 3a3BHuai, *KIHKH MalOTh Mapy XX XpOMOCOM, a 4ojoBiku mapy XY
XpOMOCOM, MPOTE MPHU LIbOMY 3aXBOPIOBAHHI YOJIOBIKM MalOTh NMpUHANMHI 1B1 X-
XpOMOCOMH 1 IpUHANMHI 01HY Y XpoMocomy. Yepe3 NpHUCYTHICTD L€l 10AaTKOBOT
XPOMOCOMH, JIFOJICH 3 UM PO3JIaJ0M, K MpaBuiIo, HazuBaroTh "XXY 4domoBiku",
a6o0 "47, XXY 4omoBiku".

Cungmpom KmaitHdpenbrepa — 11¢ HaWOUIBII TMOIMMPEHE 3aXBOPIOBAHHS
CTaTeBHX XPOMOCOM Y YOJIOBIKIB 1 JAPYrHWd HaWOLIBII TOIIUPEHUH PO3JIa,
BUKJINKAHUN HAsSBHICTIO JOJATKOBHX XpomMocoM. lle mopymieHHs BHWHHKAE
npubnu3no y 1 dvomnosika 3 1000. Koxen 3 500 yonoBikiB Mae a0JaTKOBY X
XpOMOCOMY, ajie KOJHUX O3HAK YU CHUMIITOMIB 3aXBOPIOBaHHS y HUX HEMae.
Cunnpom XXY MoOKe TaKOK BUHUKATH ¥ Y 1HIIIMX CCaBIIl, B T.4U. Y MUIIICH.

OCHOBHUM HACJIIAKOM BHUHUKHEHHS 3aXBOPIOBAHHS € 3HMKEHHS
PENPOAYKTUBHOI 37MaTHOCTI. € 1me Oarato 1HMMX TUMOBUX (PI3WyHUX 1
MOBEIIHKOBUX BIJIXWJICHb, MOB’S3aHUX 13 CHUHIPOMOM, IPOTE MpOIEC Mepediry
3aXBOPIOBAHHS B KOXXKHOMY KOHKPETHOMY BHUIIQJKY BIIpi3HsA€TbCA. € Oararo
BUITQJIKIB TIPH SKUX y YOJOBIKIB UM XJIOMYHMKIB HEMAa€ JKOJHHUX BUIUMHUX O3HAK
xBopoou. CuHapoM Ha3BaHuil Ha decTh A-p [appi Knaitndenbrepa, sxuit y 1942
poui mpamgoBaB 3 @Dymiepom Omnbpaiitom y MaccauyceTcbKkoMy TrocmiTtaii B
bocToni, mtat Maccauycerc, e Breplie onucas e po3nai.

VYpaxeHi uM po3iajoM YOJIOBIKM MaibKe 3aBXIU OE€3IUIJIHI, X0o4a MpHU
BUKOPUCTAHHI HOBITHIX PEMPOAYKTUBHUX TEXHOJOTIN, 1HOJI CUTYAIlil0 BIAETHCS
BUIIPABUTH. Y JESKHX BHITaJIKAX MOXKYTh BUHUKATH MPOOJIEMH 3 BUBUCHHIM MOBH,
a HEWPOICUXOJOTIYHE TECTYBaHHS YacTO BUABIISAE TMOPYIICHHS BUKOHABUUX
byHKII (B HEHPOIICUXOJIOT11, TIIMOTETUYHNN HAO1p BUCOKOPIBHEBUX IPOIIECIB, SKi
JTIO3BOJISIFOTH TUIAHYBATH MOTOYHI A1i BIAMOBIIHO 31 CHUIBHOI METOI0, 3MIHIOBATH
peaxiiio B 3aJie’KHOCTI BiJi KOHTEKCTY, BHOIPKOBO MPUIISATH yBary MOTPIOHUM
CTUMYJIaM).

VY nmopocnux, mposiBH 3aXBOPIOBAHHS MOXYTh OYTH YK€ PI3HUMH, BKITFOYAIOUH
HaBITh IOBHY BIJCYTHICTb CHMITOMIB XBOpOOW. 11 4YOJIOBIKIB 3 CHHIPOMOM
Kraitndenbrepa xapakTepHi BUCOKHMA PICT 3 JOBTUMH KiHI[IBKAMU, CXUIBHICT 0
OKHMPIHHS, KIHOYA CTaTypa, 1HOJI BUHUKAIOTHh MPOSBU TiHEKOMACTIi (301IbIIICHHS
MOJIOYHHUX 3aJ103). ['THekomacTist B Tiil uM iHIIIN Mipi BUHUKAe npubiau3Ho y 30%
XBOpUX 4O0NIOBIKiB. brmuspko 10% donoBikiB 13 cuHapoMoM XXY TiHEKOMACTIis
HACTUTBKH CYTTEBA, IO YaCTO BOHM BUKOPUCTOBYIOTH KOCMETHYHY XiPYPTitO IS
YCYHEHHS 1IbOTO HEIOJIKY.



Jlesiki XBOpOOU MU MOKEMO OXapaKTepU3yBaTH TaK:

XBOpOOHU

OCHOBHI 03HAKH

CeprnoBUIHO — KJIITUHHA

Panns cmepthicts y Bimi 35 — 40 pokis,

aHeMis cnaOKiTh, 30UIBIIEHHS Baru Tuia, MOPYIIEHHS poOOTH
CepIEeBO — CYAMHHOI CHUCTEMH, dYacTi 1H(eKIiitHI
3aXBOPIOBAaHHS, IHCYJIbTH, IHPAPKTH
['emodimis Btpatu KpoBI HaBiThb OpU  HE3HAYHUX
VIIKOJDKEHHSX, BHYTPINIHI KPOBOTEYl, IiIBUIICHA
CMEPTHICTb.
JlanbToHI3M KonbopoBa ciinora, HE3NaTHICTh PO3PI3HITH
KOJIbOpHU
Cunnpom besmninnicts. [lopymieHHs y BUBYEHHI MOBH,
Krnaiindensrepa TICUXIYHI BIJXWJICHHSA, JKIHOYA CTaTypa, 301LTbIIICHHS
MOJIOYHHX 3aJ103
ApaxHOTAKTHIIIS JIOBT'1 KIHITIBKH, BUBUX KpHUINTAJINWKa, aCTCHIUHA
KOHCTPYKIIis
AxoHapoIIasis KopoTki KIHIIIBKH, KapJHUKOBICTh, 3arudeib
npona
Bpaxigaktumis Kopotkonanicte
['neptpixo3 Pict Bonoccs y ByIIHIM pakoBHHI
Miomnaris ATpodis M’s131B
[TomimaxTumist 6 — 7 mayipIiB Ha KIHIIBKaX
Mikporedais Henopo3BHHEHICTH TOJTOBHOTO MO3KY
Cunnpom Jlayna Po3ymoBa BijcTanmicth, Baaud cepus, 30Dy,
CIyXy, KOPOTKi, TOBCTI MaJIbIIi
DeHUIKETORY IS Po3ymoBa BigcTamicTh
["anakrozemis CXylIHEHHs, YpaKeHHs TI€YIHKH, PO3yMOBa

BIZICTAJIICTD

KaxyTb, 1m0 m0J7s8 XBOpOi JIOAWMHU 3aJCKUTh BiA JiKapiB. AJie 010

CHaJIKOBUX XBOPOO, TO MOXKHA CKa3aTH, IO B pyKax JiKapiB J0Js BChOro poay. Yu

MOXCMO MH, BXKC ICIHIO 3HAOYU 3 I'CHCTHUKHU, HA OJWH YPOK CTAaTHU HiKapHMI/I. H_[O

BU 3MOYKETE MOPAJIUTU MOJIOAUM CIM SIM, SKI XOUyTh MaTH 3[I0POBUX AITeH. Y CBITI

BXKE OUIbIIE TOJIOBUHU CTOJITTS ICHYIOTh MEIUKO — TEHETUYHI KOHCYNbTAIlll,

I'OJIOBHUM 3aBJaHHAM SIKHX € ITOIICPCKCHHA Baa PO3BUTKY ITIOTOMCTBA.

Ak BH aymacre,
KOHCYJIbTaIlii:

XTO B TMepIly 4Yepry 3BepPTA€TbCA A0 TAKHX

v' PoauHu, B CIM’SIX SIKMX BIKE € JITH 3 BaJaMH 1 SIKi XO4yTh MaTH APYTY

JIATUHY.




Sx110 XTOCh 3 OaTHKIB XBOPHIA.

SIKII0 XTOCh y pOJly XBOPHH.

Oco0u, 5K1 )KMBYTb Y €KOJIOT'TYHO HECTIPUATIMBUX palioHaX.
Sxmo Bik Matepi — OubIne 35 pokiB, a 0aTbka — moHam 40.
S0 MaTh He MOXe BUHOCUTH TUTUHY ( OyJId BUKUIHI)

VY Bunaakax yCMHOBJICHHS.
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VY pasi 6e3mnigHoro nuiro0y ( Oiabine 3 poKiB HE Ma€ ITEH)

MeToau BU3HAYEHHS CMIAAKOBUX XBOPOO

['enernka MIOMWHN BUBYAE OCOOTUBOCTI YCIIAAKYBAaHHSA T€HETUUYHUX O3HAK B
3QJIEKHOCTI BIJ] TE€HOTUNY JIIOAWHU 1 (haKTOPIB 3OBHINIHBOTO CEPEIOBHUIIA.
He3Baxaroum Ha TPyIHOINII B TOCHTIPKCHHSX, TCHETHKA JIFOJIMHA ChOT'O/THI BUBUEHA
Habararo Kpaile reHeTUKU 1HIINX OpraHi3MiB. BueHl BUAUISIOTh HACTYITHI METOIN
BU3HAYEHHS  CMAJKOBOCTI 1 TEHETMYHUX 3aXBOPIOBaHb. [ eHealoriuyHui
(reHeTUYHMIT) METO/ TPYHTYETHCS HA BUBUCHHI POAOBOY JOAWHU. J[aHWii MeTox
J0TIOMara€e BHUSIBUTH OCOOJIMBOCTI YCHAJKyBaHHS HOPMAaJbHUX 1 MATOJIOTTYHHUX
O3HaK OpraHi3My JIOAWHU. BIM3HIOKOBUN METON - BUBYCHHS OJIM3HIOKIB IS
BUSBIICHHS BIUITMBY CIaJKOBOCTI 1 30BHIIIHBOI'O CEPEOBUIIA HA PO3BUTOK XBOPOO.
OcHOBa JTaHOTO METOJy - BIAMIHHOCTI MK OJHOSIUIIEBUMH 1 PI3HOSIHIIEBUMU
OJM3HIOKaMH, OOyMOBIIEHI pi3HUMH ¢akTopamu. [lUTOoreHEeTHYHHIT METO/.
OCHOBOIO JTAaHOTO METOAY € JOCIIJDKEHHS CTPYKTYPH XPOMOCOM Y 37I0POBHX 1
XBopux Joaed. bioximiynmii MmeTon. 3a JOMOMOIo0 IBOrO METOAY BYEHI
JOCIIIJDKYIOTh  OCOOJIMBOCTI OOMIHY pPEYOBMH JIOAWHU (0€37114  CHagKOBHX
3aXBOPIOBaHb O€3MOCEPEIHbO TNOB'I3aHI 3 MOPYLWIEHHSAM OOMIHY pPEYOBHUH).
ImyHOreHernunuii  Meron. JlaHmii MeTon J03BOJISE CTAaBUTH JIIaTHO3 IIPHU
BPO/DKCHUX IMYHOAE(DIIUTHUX MATOJOTisIX. Meroa nepMaroriidiku - BUBYCHHS
NanuIIpHUX Bi3€pPYHKIB JAOJOHB 1 cTom. JlepmarormiiuHi Bi3epyHKHU 3aTUIIAIOTHCS
HE3MIHHUMH TPOTSATOM YChOT'O KUTTA JroauHu. JlepmarormidiuHuil aHami3
BUKOPUCTOBYETHCS JJIS TIATHOCTHKHU JIETKHUX T€HOMHHUX 1 XpOMOCOMHHUX MYTaIlil.
[Ipodinaktuka cnaakoBux xBopoO Haitbutbm e(eKTUBHUM 1 TOMIKUPEHUM
METOAOM  TPOPUIAKTUKKA  CMAJAKOBUX  XBOPOO €  MEAUKO-TEHETUYHE
KOHCYJIbTYBaHHS, SIKE JI03BOJISIE TIOTIEPEIUTH MOSBY B CiM'T xBopoi qutuHu. [lepin
3a BCE 1I€ CTOCYETHCA BAKKUX MOPOKIB PO3BUTKY 1 CHaJKOBUX XBOp0oO. CraakoBi
3aXBOPIOBAHHS - Tparelis He TUIbKU Il XBOPOro, aje 1 s BCi€l HOro poauHHu.
PanHs mocraHoOBKa JiarHO3y MpH CMAJKOBOI MATOJNOrl JOMOMOXKE HE TUIbKU
HOiATOTYBaTUCS [0 XBOPOOM MOpPAJIbHO, a W BU3HAYUTU MOXJIMBI METOIU
JIKyBaHHS.

PiokicHi 3axeoproeanns ar00UHU.



1. Cungpom «kaMm’siHOI JIIOJUHU» BiJOMa TaKOX SIK «XBOopoOa Apyroro
ckeneTa». Ii cyTh B TOMy, 11O HPOLECH, SIKi NPOTIKAIOTH B CIONYYHil TKAHHHHI
NPU3BOJATH 1O OKOCTEHIHHS TKaHWHHU, IO MOXE CIPHUITH TMOSBI «IPyroro
CKEJIEeTay.

2. IlporpecuBHa ginoaicTpodis

VY nrozeii 3 1i€r0 HEAYTOK 30BHINIHIA BUTIIAN HAa0arato CTapiivil ix BiKYy.
[IpyunHa IbOMY — CMaJKOBa F'€HETUYHA MYTallisl 1 IPUUHATTSA JIIKiB, Yepe3 5Kl B
OpraHi3mMi HOPYIIYIOTbCS ayTOIMYHHI MEXaHI3MHU B pe3ylbTaTli 4Ooro JOAUHA
BTpayae MiIIKIPHUHN KHUP, a MIKIpa CTa€ 3MOPIIKYBATOIO.

3. l'eorpadiunmii s3uk

Ile 3axBoproBaHHs 3’sBIsieThC y 2,58% miomedd 1 HaWYacTilie BOHO
XpOoHIYHE ab0 BHACHIOK MPUUHATTA iki. TakoX NMPUYMHOI BUHUKHEHHS I[HOTO
3aXBOPIOBAHHS MOXYTh OyTH cTpecu abo ropMoHaibHi 300i. Halikasimmuit (axr,
10 MPOSIBISIETHCS BOHO Y BUTIIAIL OUTHX TUISIM Ha A3UIIL, AKi MalOTh (hOPMY, CXOXKY
Ha «OCTPOBAY.

4. Manbsdopwmartist Apaonbaa — Kiapi

Yepe3 HaATO MIBUAKE 3pOCTaHHS MO3KY B MOBUIBHO 3pOCTAlOYOMY dYeperi
MUTJAIMHA MO30YKa 3aHYPIOIOTHCA B MOTWJIMYHHMNA OTBIp MPH YOMY JOBTacTUil
MO30K 3/1aBJIIOETHCS.

5.CiHapOoM HITTIB - HAKOJIIHHUKA (HEWI-TIaTeII0)

[Ipu npoMy piAKICHOMY 3axBoOpioBaHHI moguHu mMytye reH LMXI1B, mo
NPOSBIIETHCS Y BIJICYTHOCTI a00 HENMpaBWJIbHOMY 3POCTaHHI HIrTIB, a IHOJI
KOJIIHHOT YaIlieuKHu.



