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N3MeHYNBOCTD

N3MeHYHUBOCTH - CBOMCTBO OPraHU3MOB NPUOOpeETATH
HOBbIE NPU3HAKH, CBOMCTBA U 0COOEHHOCTH B Ipolecce
WHIMBUAYAJIBHOI0 PA3BUTHUA 1O BJIUSIHAEM BHEIIHUX U
BHYTPEHHUX (paKTOPOB.

biarogapst U3SMEHYMBOCTH, OPraHU3MbI MOTYT
NPUCHOCAOINBATHCH K U3MEHAKINUMCH YCIOBUAM CpPe/bl
o0uTaAHMS.

Pasianyaror 1Be 0CHOBHbIE (JOPMbI U3MEHYNBOCTH:
HACJICACTBEHHYI0 U HEHACJICACTBCHHYIO.
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MoagnduKkanuoHHAA U3MEHYHUBOCTD

N3MeHYMBOCTH OPraHU3MOB, BOSHUKAIOIIAA MO BJIUSHUEM
(paKTOPOB BHEIIHEH CpeAbl U HE 3aTPArUBaOIIAs TEHOTHUIIA
HA3bIBACTCHA MOAUDUKAINMOHHOM.

Ilpumepot:

1. PasHoamcTHOCTH (rerepodpuiiiug) y
CTPEJIOJUCTA 00BIKHOBEHHOI'0: MOIPYKEHHBIE B BO1Y
JIUCTHA (3) UMEIOT JICHTOBMAHYI0 (hopMYy; JIUCTHS,
IJIABAKOLIME HA TOBEPXHOCTH BOABI (2) — OKPYIIIYIO;
JIUCThS, HAXOASIIMEeCHd B BO3aylIHou cpeae (1) —
CTPEJIOBHAHYIO.

Eciin ke Bce pacTeHUue 0Ka3bIBaeTCH
MOJTHOCTHIO MMOTPY:KEHHBIM B BO/AY, BCe €r0 JUCThS
TOJIbKO JICHTOBHHbBIE.

2. Mo nericTBUEM YJIbTPA(PHUOJICTOBBIX JIyUen
y Jroaen (ecjiv OHU He AJIbOMHOCHI) BO3SHUKAET 3arap B
pe3yJibTare HAKOIICHUS B KOxKe MeJIaHuHAa. Ecin xe
YeJIOBEK JIMIICH AeiCTBUA YIbTPAa(PUOIeTOBBIX Jy4ei,
U3MEHEHUE OKPACKH KOKU Y HEro He MPOUCXOAMT.




MoagnduKanuoOHHAA U3MEHYHUBOCTD

- IBSMCHCHHUA 3aTPAaruBarOT TOJIbKO q)eHOTI/III N HE 3aTparuBarT rcHOTHII;

- He nmepeaaeTcs 1o HACJIEACTBY (ecau, HanpuMep, coOpaTh CeMeHa CO CTPEJI0JINCTA, BLIPOCIIEro
B YCJI0BHUSIX MOJTHOI'0 MOIPY>KeHUS B BOAY, H BLICAIUTH UX B MEJIKOM BOJI0€MeE, TO BLIPACTYT pacTeHHs,
(¢opa TUCTHEB KOTOPBIX OyeT 3aBUCETHh OT YCJIOBHI Cpelbl — JICHTOBUAHBIE, OKPYIJIbie, CTPEeJOBUAHBIE);
- HOCUT prHHOBOﬁ XapakTep, To €CThb BCC 0CO0M OTHOI0 B4, IOMCINCHHbIC B

OJMHAKOBbIC YCJIOBHUS, IPUOOPETAOT CXOAHBbIC NPU3HAKHU (HANPHMEP, €CJIH COCY C
3€JICHBIMHU 3BIJICHAMHUA NOMECTUTDH B TEMHOTY, TO BCE€ OHU YTPATAT 3€JICHYIO OKPaCKY, €CJ/IN K€ BHOBb

BBICTABUTD €0 HA CBE€T — BC€ OHMU OIIATH CTAHYT 36J1€HI)IMI/I);

- AIBJISIETCSI OMpe/ieJIeHHOI, TO eCTh BCera COOTBETCTBYeT q)aKTopaM, KOTOpbIE ee
BbI3bIBAIOT

(Hanpumep, yJabTpadguoieToBble JYYH H3MEHSIOT
OKPAaCKY KOXKH YeJI0BEKa, HO He H3MEHSIIOT NPOoNopuuii
TeJIa, a BO3pociine (pu3nvecKkre Harpy3KM BJIUSIOT HA

CTeNeHb PA3BUTHUS MBbIIIIIL, 4 HE HA IBET KOXKH),

- MOAU(PUKANMMOHHAA U3MEHUYUBOCTD HOCUT AIANITUBHBIN (MPUCIIOCOOMTEILHBIN)
Xapakrep;

- JAHHbIN BU/ U3MEHYUBOCTH 00paTUM

- npeaeJibl MPOSABJICHUSA NMPU3HAKA OIPEACJSIIOTCH HOPMOM peakinm —
BAPLUPOBAHME NPU3HAKA B MpeaeaX FeHOTUNA: Y3Kasd U IIHPOKAaA.



Hopma peakuuu

XOoTs moa BJUSHUEM YCJIOBU BHEIIHEN cpeabl NPU3HAKH MOT'YT U3MEHATHCH,
3Ta U3MEHYHUBOCTh He OecnpenesbHa. [eHOTHII onpee/iieT rPaHUllbl, B Ipeaeaax
KOTOPBIX MOKET NPOUCXOAUTH U3MEHEeHHe NPpU3HaKa. CTeneHb BAPbLUPOBAHNS
NMPU3HAKA, WIH Npeaebl MOAU(PUKANMOHHON U3MEHYMBOCTH, HA3LIBAKT HOPMOW

peakuun. OHA MOXKeT ObITh:

Y3KO0ii, KOIJ1a NPU3HAK U3MEHAETCS
HE3HAYUTEJIbHO, B Y3KHMX npeaeaax. Yame 3To
KayeCTBEHHbIE WIN HeMJIACTUYHbIE IPU3HAKHU
(Mpu3HAKH, YCTAHABJIMBaeMble ONMUCATEIbHBIM
nyTeM) — HanpuMep, rPynnbl KpoBH, (popma Hoca,
IBET IIEPCTH, KUPHOCTH MOJIOKA H T.[I.

U IUAPOKON, KOIA NPU3HAK
U3MEHSAETCS B IUPOKMX Mpeaeaax. ITo
IJIACTUYHbIC MPU3HAKUA WM KOJUYECTBEHHbIEC
(mpu3HaKH, oNpeae/IAI0IIMecs MyTeM
U3MEpPEHUS — HANIPUMeEP, MUTMEHTANUS KOXKHU Y
YeJI0BEKAa, POCT, MACCa TeJIa, BLICOTA PACTEHUH,
YAOMHOCTH KOPOB, pa3Mep JHUCTHEB U T. 1.).

Takue NpU3dHAKN MOKHO BHICTPOUTH B
MOAM(PUKANMOHHBIN (BAPUAIIMOHHBIN) PSI/I.
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npaMas BOI'HYTas BbINYKJ1as BOJIHHUCTaA
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BapuanunoHHbIN P

CrarucTuyecKkue 3aKOHOMEPHOCTH MOAM(PUKALMOHHON U3MEHYUBOCTH MOKHO
BbIPA3UTHh BAPUALMOHHBIM PHAAOM M BAPUALIMOHHOM KPUBOM.

Bapuannonubiii psii — pax 3HAYEHU U MPU3HAKA, PACIIOJI0KEeHHBIX B MIOPAIKe
BO3PACTAHUSA WJIH YObIBAHUA.

Hanpumep, eciiu
co0parThb JIMCTHA € OJJHOIO0 U TOTO
JKe JlepeBa U PacioJIOKUTh UX 110
Mepe YBeJIUYeHUs AJIMHbI
JMCTOBOM IUIACTHHKH, TO
MOJIY4aeTCH BAPUAIMOHHBIA PAJ
U3MEHYUBOCTH JAHHOTO
NMpU3HAKAa.

Bapuauuonnwtit psao 0nunsl 1ucmoves 1a8poSUIHU

BapI/IalII/IOHHaﬂ KpusBasi — 3TO BaprauMoHHasA KpMBas, opa<alowan
pacnpeseneHue ceMsH TbIKBbI 10 UX BeIMYMHE
Fpa(l)I/I‘IeCKOE OTOﬁpa)KeleIe 3AaBHUCHUMOCTH .
YacCTOThI ITPOABJICHUS BaApHUaAHTA OT €10 7 Valia\

HHTCHCUBHOCTU. ) ’ / \\

3HaHHMe 3aKOHOMEepPHOCTEN /_/
MOAN(PUKAIMOHHONA U3MEHYMBOCTH UMeeT 00/IbIIoe
NPaKTHYECKOe 3HAYEHHE, NM03BOJISIS NPpeABUAeTh U -, /
3apaHee IVIAHMPOBATH CTeNEeHb BHIPAKEHHOCTH . 4/
MHOTMX NPU3HAKOB OPraHU3MOB B 3aBUCHMOCTH OT 0
YCJIOBMI BHEIIHEH Cpeabl. L e




Buabl peHOTUIINYECKOU U3MEHYHUBOCTH

Bbiaenaiot cnegyowme snabl PeHOTUNMYECKON N3MEHUYMBOCTU: MogudUKaLUM,
mop¢o3bl  peHOKoONUM.

MopguduKkaumum — HeHacneacCTBEHHbIE U3MEeHEeHUA NPU3HAKOB OPraHU3ma,
BO3HMKalOLWMeE Noa BANAHNEM U3SMEHUBLLUXCA YC/I0BUIA BHELLHEN cpeabl.

Bo3HUKHOBeHUe moanudpUKaLumii CBA3AHO C TeM, YTO PaKTOpPbI cpeabl
BO3AEMCTBYIOT Ha aKTUBHOCTb GepPMEHTOB U B USBECTHOU Mepe U3MEHSAIOT XOpA,
6noxmmunueckux peakumii, NPOTEeKaLWMX B Pa3BUBAOLLEMCA OpraHusme.

I'umanaiickue KpoOJIMKHM B 3aBUCMMOCTH OT
TeMIIEPATYPhI CPeabl MOTYT MEHATh OKPACKY OT Y€PHOM HA
X0J10]1€, Yepe3 rOPHOCTAEBYIO IPH YMePEHHBIX TeMIIeparypax, (
0 YUCTO 0eJioii MPHU MOBBIIIEHHBIX TeMIepaTtypax. Bee :
BBLICTYNAIOIIHE YACTH TeJa THMAJIANCKOro KPOJHKa uMelor — SCTECTBEHHLIE yonoswa
TEMHYI0 OKPACKY, TaK KaK NpH 0oJiee BLICOKON TeMIeparype l
NUTMeHT paspymaercs (0ejias okpacka mepcru). Ho Tta uiamn
HHAsl OKPACKa PoAuTe/ield KPOJbYaTaMU He HAcCJIeAyeTcsd, a B
HaCJIeAyeTCs JIUIIb CIIOCOOHOCTh MEHATh OKPACKY B
3aBHCHUMOCTH OT TeMIIepPaTyphbl.

IKcnepumenm c cumanaiuckum Kpoaukom. Kponuka
C BBICTPHU/KCHHOW Ha CliMHE 0eJI0il HIEePCTHI0 MOMeIIAJIH B
X0JIO[AHBbIE YcJI0BUdA. BoipacTasia yépuas mepcrb. [Ipu
W3MEHEHHUH X0JI0[a HA TeIJIO CIIUHA odpacraJia 0eyiou
LIEPCThIO.




Buabsl peHOTHIINYECKOW U3MEHYUBOCTH

Mop¢o3s1 — 3TO HEHAC/IeACTBEHHbIE U3MEHECHU
(eHoTHma, KOTOPbIE BO3SHUKAKT MO ACiCTBHEM
IKCTPEMAIBbHBIX (AKTOPOB cpelbl, He HOCAT aJalTUBHBIN
XapakKTep ¥ HeoOpaTUMBI (02KOTH, IIPaMbl, TPABMATHYECKHE
amnyranuu). Yacro 310 rpydble n3MeHeHus (peHoTHuIA,
BBIXOASIIIME 32 MpeaeJibl HOPMbI PeaKIU, B UTOTe
Pa3sBMBaeTCH MATOJOTUS U MOKET HA0II0AATHCH 1aKe ru0elib
OpraHusma.

DeHOKONUU — ITO HEHACJTEACTBEHHbIC U3MECHECHUS
(peHoTHIIA 110/ BJUAHUEM HEOJIATONPHUATHBIX (PAKTOPOB
cpeabl, 110 MPOSIBJICHUIO MOX0KHE HA My TAl[MHU. ITH
U3MEHECHUS NMPOSABJISAITCH TOJbKO IPHU OIPeAeIeHHbIX
daxrTopax (puznyecKux, XUMHYECKUX UJIU ONOJOTHYECKUX),
€CJIM BO3/IefiCTBHE NpeKpalaercs, T0 (eHOTHII
BO3BPALIAETCH K CBOEMY HOPMAJIbLHOMY COCTOSIHHMIO.
DEHOKONMUU COXPAHAKTCA B TeYeHHE BCEH KU3HU TOJIbKO
TOI/a, KOIa npeo0pasyrouuid BHEIIHUN (aKkTop AeHCTBYeT B
nepuoa 3MOpUoOHAIBLHOro pa3sutus. Ho u B TakoMm cirydae
U3MEHECHHBIM MPU3HAK He NMepeIaéTcs M0 HACJIEACTBY.

B meqnuuHe ¢peHOKONUN — HEHACJIEICTBEHHbIE
00J1€3HH, CXO[HbIE ¢ HACJIeACTBeHHbIMU. Hanpumep, y
YenoeeKa NPUém anKo201A 60 8pems DepemMeHHOoCmU nPUEOOUm
K KOMNJIEKCYy HapyuieHuii, KOomopuoie 00 HeKOMOopoil cmenenu
MO2ym Konupoeams cumnmomsl done3nu /layna.

DEeHOKONUHM - YBeJIMYEeHHEe HIUTOBUIHOMN
JKeJi1e3bl IPH He0CTATKe HoJAa KOmUpyeT
HACJEACTBEHHYIO (popMy - THIIOTHUPEO3 —
HapylIeHHe CHHTe3a FTOPMOHA.



HacaeancrBeHHass N3MEHYHUBOCTD

HacJjieacTBeHHasi, WJIH FeHOTHIIMYECKAS K3MEHYUBOCTh, —
U3MeHEeHNsI MPU3HAKOB OPraHu3Ma, 00ycJI0BJIeHHbIE H3MeHEeHHeM TeHOTHIIA.,
OHa, B CBOI0 ouepeb, moapasaeasieTcss HA KOMOMHATUBHYIO H MYTAIIMOHHYIO.

HACJICACTBCHHA

(reHOTHITHAS )

KOMOMHATUBHAS



KoMOnHaTnBHAY N3MEHUYHUBOCTD

KomMOuHaTUBHASI H3MEHYMBOCTh BO3HUKAET BCJIEACTBHE NMEPEKOMOMHALINM
HACJIEJICTBEHHOI0 MaTepuaJia (TeHOB M XpPOMOCOM) BO BpeMs raMeToreHe3a u moJioBoro
Pa3MHOKEHUH.

KoMOuHanMoHHAasi H3MEHYUBOCTH CBA3aHA C PEKOMOMHALIMEH T'eHOB BCJICACTBHE
cJaussHus rameT. OCHOBHBIMH NMPOLECCAMU, KOTOPbI€ 0TBETCTBEHHBI 32 peajin3aluio
KOMOMHATHBHON U3MEHYHMBOCTH, SABJISIIOTCS:

- HE3ABUCHUMOC PACXOKIACHUE XPOMOCOM BO BpEMSI Meﬁosa;
- cnyqaﬁﬂoe COYCTAHME raMET BO BPEMH OIVIOA0OTBOPCHUS ;
- peKOMﬁl/IHaHHﬂ I'€CHOB BCJICACTBUEC KPOCCHHIOBEPA.

B pe3y/iibTare KOMOMHATHBHOM N3MEHYUBOCTH BOZHMKAET OTPOMHBIA HA0OP
Pa3HO00pPa3HBIX TeHOTHIIOB, KOTOPbIE OTCYTCTBOBAJIN Y POAUTEIbCKUX 0COOEH.

KomOuHaTHBHASI HN3MEHUYMBOCTb UCIHOJIb3YETCH B CEJIEKIIMOHHOM MPAKTUKE IJIS
CO3/1aHUS HOBBIX MOPO/I *)KUBOTHBIX M COPTOB PACTEHHI. JTO MPOUCXOAUT MYTEM MOA00PA, KOTOPbIE
MO3BOJIAKOT MOJYYUTH IEHHbIE HACJIEICTBEHHbIE COYETAHNS, YMCHBIIIUTH HEJOCTATKH OTHOTO U3
poauTesieil 1 YCHJIMTDH MOJI0KUTEJIbHbIE Ka4eCcTBA APYroro. boJpuryw pojib KOMOMHATHBHAA
U3MEHYUBOCTh UTPAaET B IBOJIIOIMH.




MyTanmoHHAsA H3MEHUYUBOCThH

MyTanuoHHasi K3MEHYMBOCTH BOBHUKAET B pe3yJibTaTe U3MEHEHUA
CTPYKTYPbI HACJIEACTBEHHOI0 MAaTEepPHAaJIa.

OCHOBy MYTaHHOHHOﬁ N3MCHYUBOCTH COCTABJIAIOT MYTAllUH,
MpoucCxoaamuue Ha rcHHoM, XpoMmOCOMHOM U I'€HOMHOM YPOBHHX.

MyTanum — 3T0 CTOMKHE BHE3AIMMHO BOSHUKIINE U3MEHCHUS
CTPYKTYPBbI HACJIEACTBEHHOI0 MATEPUAJIA HA PA3JIUYHbIX YPOBHIX €ro
OPraHM3aluu, NPUBOAANINE K U3MEHEHUIO TeX WIM UHBIX PU3HAKOB
OpraHusMma.

Tepmun «myTanus» BBeaeH B Hayky ['yro ne ®@puszom (1901-1903 rr.).
MM e co31aHa MyTAMOHHAS TEOPHs, OCHOBHbIE I0JI0KEHHsI KOTOPOii He
YTPATHJIU CBOEr0 3HAYEHMS 1O Ceil IeHb:

- mMymauuu 603HUKAIOM 6Hé34NHO, CK(I‘IKOOﬁp(L?HO, 0e3 6caKux nepexodoe;

- mymauuu HthJledC'mGeHHbl, m.e. CMmoOuKo nepe&atomc;l U3 NOKOJ/ICHUA 6
nokKoJ/ienue,

- 2EHHble Mymayuu HAc1e0yrwomcs no OOMUHAHMHOMY UTU DEeUecCU6HOMY
muny;

- mMymauuu HEHAnpaejileHbl — MYmMuUpoeantb Mo)icem 100011 JIOKYC, 6bl3bl6aA
UMEHCHUA KAK HE3HAUYUME/IbHbIX, MAK U HCUHEHHO 6AJICHbIX NPDU3HAKOGB 6
1000Mm Hanpae/ienuu,

- Mymauuu UuHOUGUOYA1bHbl, MO eCHlb 603HUKAIOM ) OMOEAbHbBIX 0C00€l;

- OOHAQ U ma Jce mymauusa 603HUKAem MHOCOKDANMHO, mo €Cmb Mosxcem
noemopsamascA.



MyTarene3. MyrareHsnl

IIpouecc BOSHUKHOBEHUS MYTAllMil HA3LIBAKOT MyTareHe30M, a
(paKkTOpPHI Cpeabl, BLI3HIBAKIINE MOSABJICHUE MYTAllMl, — MyTareHaMu.

Buabl myTareHoB Npumepbnbl

XuMmunueckume dopmanmH, UMUTOCTAaTUKK,  CNUPTHI,
deHoNbl, UMKAUYECKne apomatuyecKkue

coeguHEeHUA, UNPUT u ap.

dusunueckume Paguauua, Temnepartypa,
U3ly4yeHune u ap.

buonormyeckue BMpbel, TOKCUHDI, MmobunbHble
3/1eMeHTbl reHOMa.



Kiaaccupukanuu MyTamun

ITo MecTy BO3HUKHOBCHUA:

- FTCHEPATUBHLIC (BO3HI/IKaIOT B MOJIOBBIX KJieTKaX. OHM He BJIMSIOT HA IMPU3HAKHU JAHHOI'O
OoOpranmima, a NpoABJAKTCA TOJbKO B CJICAYIOIIIEM HOKOJICHI/II/I);

- COMATHYeCKHe (BO3HHKAIOT B COMAaTHUYECKHX KJaeTKax. [IposiBJIsIIOTCS Y JAHHOTO OpraHu3Ma
U He MepeJarTCH MOTOMCTBY IPH MOJI0BOM pa3MHOKeHUH. COXpaHUTH COMATHYECKHE
MYTAIUH MOKHO TOJIbKO IIyTeM 0eCoJI0r0 pa3MHOKEHMS).

I1o axannTUBHOMY 3HAYEHUIO:
- MOJIE3HbIE (MOBBIIIAT KU3HECIIOCOOHOCTH 0C00eH);
- HEUTPAJILHbIE (He BIUSIOT HA KU3HECTIOCOOHOCTH 0co0eii);

- BpeaHbIe (moapa3aesoTcs Ha JeTajlbHble — BbI3bIBaKOIIHMe THOe/Ib 0co0eil M Moy 1eTalbHbIe
— CHHZKAIOT KU3HECIIOCOOHOCTHL 0co0ei).

IIo xapakTepy nposiBJICHHS:

- perieccCuBHbBIE (001bIIMHCTBO MyTAaUMHi. OHM He NPOSABJIAIOTCH Y IeTePO3UIoT, NOITOMY
JUINTEJbHOE BPeMs COXPAHAKTCH B MONYJISIIMHA U 00Pa3yIOT pe3epB HACJIeICTBEHHOMI
U3MEHYUBOCTH);

- JOMMHAHTHBIC (BCTPEYalTCH peske pemecCuBHbIX. MOryT aesarb o0sajaresied 3TUX MyTaluui
HEKU3HECIIOCOOHBIMH M BbI3bIBATH MX I'H0€JIb).



Kiaaccupukanuu MyTamun

ITo creneHu PeHOTUNIMYECCKOIO NPOSABJICHMSA:
- KPYIIHbIE (X0po1Io0 3aMeTHbIe, CHJIIbHO H3MEHsIo1Ie (DEHOTHII);
- MaJIble (MIPAaKTH4YeCKH He Jariue GeHOTUNIHYEeCKOro MPOosBJICHUs).
110 U3MEeHEeHHI0 COCTOSIHUSA I'eHa:
- IPpSAMBbI€ (epexox reHa oT JMKOro THIA K HOBOMY COCTOSIHUIO);
- oOpaTHbIe (mepexoa reHa 0T MyTAHTHOTO COCTOSIHHS K JIMKOMY THITY);
IIo xapakrepy nosiBJIeHUA:
- CIIOHTAHHBIE (BO3HUKAKT €CTECTBEHHbIM IIyTeM MO BJIAMsIHUEM (PaKTOPOB cpeabl 00UTAHUSA);
- THAYIUPOBAHHLIE (MCKYCCTBEHHO BbI3BAHHBIE IeiCTBHEM MYTareHHbIX (JAKTOPOB).
IIo xapakTepy M3MeHEeHUS] TeHOTHUIIA:
- FeHHbIE;
- FTEHOMHbIE;

- XpPOMOCOMHBbIE



ITo ypoBHIO MopaskeHHs HACJIEICTBEHHOT0
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[eHHble MYTALLUWN - usmeHeHue cTpyKTypbl
monekynbl AJHK Ha yyacTKe reHa, Koaupyrouiero

CTPYKTYpY onpeaeneHHomn M%

6e3 caBMra pamku CYMTbIBaHUA

1y

COo CABUTOM PaMK#U CHUTbIBAHUA

TpaH3nuun
3ameHa a30TUCTOro OCHOBAHMUA B
monekyne [JHK: ogHO nypuHOBOEe OCHOBaHue
3aMeHAeTcA Ha Apyroe nypMHoBoe, Uau
HaobopoT, 0AHO NUPUMMULAUHOBOE OCHOBaHUE
H roe N(MPpMMMANHOBOE.

TpaHcBepcuum

3aMeHa a30TUCTOro OCHOBAHUA B

monekyne AHK: nypnHosoe ocHoBaHue
3ameHAeTca NMPUMUAUHOBbIM UNU
NMPMMUANHOBOE OCHOBaHUE — NYPUHOBbIM

U

UHcepuuu

— BCTaBKU HYKaeotuaa (os)

dKCcUuU3IUn
— notepu Hykaeotuaa (os)

[eHHble MHCeEpUunn (BCTaBKa HYKﬂEOTMﬂ,OB)

ATLTT P A —> ATLTTILTAA

[eHHble skcumsun (yAaneHue HyKNeoTuaos)

ATUTYIULA A AT LT Y AR
AUVETHAE s Sl

T-t—®C

Ag—pG

TpaH3uymm TpaHcBepcum

T——= A A—T

C——»G G——» C

HoHceHc-myTauum —
ocob6an rpynna ToueuyHbIX MyTaLui,
KOTOpble NPUBOAAT K 3aMeHe
CMbIC/ZI0OBOIro KOAOHa CTOMN-KOAOHOM.




I'eHHBbIC MyTallMU JIeKAT B OCHOBE Pa3BUTHS F€HHBIX 00JIe3Hei,
CBSI3AHHBIX Yallle BCEro ¢ HapyuieHueM 00MeHa BellecTB.

K TakuMm 00J1e3HIM OTHOCATCS
* CepnoBHIHO-KJIETOYHAS AHEMUA;

* MDEHUJIKETOHYPHUS;

l'anaxkrozemus,

AJBOMHU3M

Oxcanypus
° Yparypus

Hucrunypus

* OpyKTO3eMMUA U JP.

J/InarHoCcTHKA reHHbIX 00JIe3HEH:
- BnoxuMuyeckuy aHAJIN3

- MeToabl MOJIEKYJISIPHOM TUATHOCTUKHU



I eHOMHBIC MyTallUH

I'eHOMHBIE MyTallMU - MYTAllMH, B Pe3yJIbTaTe KOTOPBHIX MPOUCXOAUT
M3MEeHEeHNe YuCcJIa XPoMOcoM. BpLIesisiioT MOJUIVIONIMH U aHEYILJIOUIUM.

[Moaunsionauu - KI3MEHEHHUE YU CJIa XpOMOCOM, paBHO€ rafnjiouAHoOMY.

Aneymionaun (reTeporionany)- HN3MeHeHHe YHCJIa XPOMOCOM, He paBHOE

ranjiouJHoOMY.

Cpenu aHeymJIouauii yaiie Bcero

y 4eJI0BeKa HAOII0IA0TCA:

- TPUCOMUM
(yBeJIMUECHME KOJIMYECTBA
XpPOMOCOM Ha ofHy: 2n+1),
HanpuMmep, cuHapoMm JlayHa, T.e.
Tpucomus nmo 21-u mape
XpOMOCOM;

- MOHOCOMHUHU
(oTcyTCcTBHE OIHOM XPOMOCOMBI:
2n-1), HanpuMep, CHHAPOM
Ilepemesckoro-TepHepa, T.e.
MOHOCOMMUSA 10 X-XPOMOCOME.
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XpOMOCOMHBIE MyTalUM (adeppanum)

XpomMocoOMHBIE MyTAIIMU - MYTALlUH, B Pe3yJIbTaTe KOTOPBHIX MPOUCXOAUT

U3MEeHEeHHe CTPYKTYPbI XPOMOCOM.

XpomocomHkle abeppayuu
! | }

BHympuxpomMoOCOMHbIe Me)xXpoMOCOMHbI€e

(=UHMpPaxpoMOCOMHbI€) (=uHMepPXpPoOMOCOMHbIE)

1. Aeneyus TpaHciokayuu

* TepmuHas/ibHas * PeyunpokHbie

* CpeoOuHHasn (B3aumMHbI€e)

* [lomepsi mennoMepPHbIX * HepeyunpokHbie
y4acmkos (HeB3aumHblIe)

2. Alynnukayusi * Pob6epmcoHoBcKue

3. UHBepcus



BHYTpHXpOMOCOMHBIE a0eppanun

1. Jlesieniuu - 3TO yTpara 4acTé XpOMOCOMHOI'0 MaTepuaJia.

a) Jlepuinencu (KoHIeBasi, TEePMHUHAJILHAS JeJiel[usi) — yTpara
KOHIEBOI'0 Y4aCTKA XPOMOCOMBI.

0) MuTepcTunmaibHbIe AeJIellMU - YTPATa BHYTPEHHEr0 y4acTKa
XPOMOCOMBI, HE 3aTPAaruBaKIas TeJoMepy.

OENETHPYEMEIL ===
YHACTOK XPOMOCOME]

JedumieHcu

|

e

TZmmo O &
ot m >

CxeMaTu4eckoe m3o0pakeHue Jeeri
A. HOpMAJIbHAA XPOMOCOMA
E. nesreTHpoBaHHAA XpPOMOCOMA



BHYTpHXpOMOCOMHBIE a0eppanun

2. Aynaukanum - (Jat. duplicatio — ynBoeHue) — pa3HOBHIHOCTD
XPOMOCOMHBIX IIEPECTPOCK, IPU KOTOPOIl YYACTOK XPOMOCOMbI OKA3bIBACTCH
YABOCHHBIM.

3. UuBepcum - XpoOMOCOMHBbIE NEPECTPOUKU, IPUA KOTOPBHIX MPOUCXOAUT
MOBOPOT y4yacTKa Xpomocombl Ha 180°.
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- AYTUTEpYe ME G a HHBEPTHPYEMAA
| l YHACTOK XPOMOCOMBI |l HacTe XPOMOCOMEI
b I
& |
A L
4
B
CXeMaTIHYecKoe 1 o6paKe e QyTLIIKALI Cxemarideckoe mofpaxenne HHBepCHH
A, HOpMAaJIbLHaA XpoMocoMa A. Hopmm xpomoeom

B. RYTLUAIMP 0BAHHAA XPOMOCOMA B. MHBep THpOBaHHAA XPOMOCOMa



Me:xXpOoMOCOMHBIE adeppanuu

Tpanciiokauum - XpoMOCOMHbIE MYTAIIUHU, IPH KOTOPBIX MPOUCXOAMUT MEPEHOC
Y4aCTKA XPOMOCOMBI HA HEIOMOJIOTHYHYI XpoMOcomy. Beiesisor:

a) pelUINPOKHbIC TPAHCIOKALUM, IPU KOTOPbIX NPOUCXOAUT B3AUMHBIH 00MEH
Y4aCTKAMHU MEKIAY XpPOMOCOMAaMHU.

0) HepeUMNPOKHbIC TPAHCJIOKAIUU — (PpArMeHT OAHOM U3 XPOMOCOM
MEPEHOCUTCH HA IPYrYIO.

B) PoOeprcoHoBCcKkue TPpaHCIOKAIIMA - XPOMOCOMHAA MEPECTPOMKA, IPH
KOTOPOM MPOMCXOAUT CJUSHUE JIBYX AKPOLEHTPUYECKHX XPOMOCOM C 00pa30oBaHHEM
OHOM METALECHTPUYECKOH UJIM CYyOMeTAlleHTPUYeCKO. XPOMOCOMBI.

a) peunnpoKHbie B) HEpPEUMNPOKHbIE  ¢) poGepTCOHOBCKUE
1
2
1 A 3
2 B 4
3 C 3
—— S — o — (R E— —
4 A 4 1 4 A 1 A A
3 5 2 5 B 5 2 B B
6 C 6 3 6 C 6 c 3 c C
|lal |7 s 1all 71z ] RN
8 E 8 3 g E q 2 . E




HacnepacreeHHble 60n1e3HU




HaCHEACTBEHHble 60ne3HM = 3a6oneBaHuA, BOSHUKHOBEHUE U

Pa3BUTUE KOTOPbLIX CBA3aHO C pa3/iIudMHbIMU AEd)EKTaMM N HapyweHnamum
B HacneaACTBEHHOM annapaTte K/JAeTOoK

e

s — [ - :
XPOMOCOMHbI€e
[eHHble 6one3Hun 60/1€3HU
\_ J /

ITUONOrnNA:
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[eHHble 6onesHu

I'ennbie 00J1e3HU — ATO 00JbINAA

rpynima 3ado/jieBaHiil, BOZHUKAIOIINX B
pesyabrare nospexaeHus JHK Ha
YPOBHE IeHa.

MyTaHTHBIE TeHbl MOTYT IPHUBECTH
JIM00 K M3MEHEHUI0 0eJIKOBBIX MOJIEKYJI, JIU0O K
U3MEHEHMIO CoJepKaHus 0esiKka, 0COOEHHO
Oesika-¢epMeHTa, BILUIOTH /10 €r0 OTCYTCTBHUA.
MyTanuu BO3HUKAKOT B JIIO0OBIX XPOMOCOMAX,
OHM MOTYT ObITh JOMUHAHTHBLIMH H
penecCuBHbIMHU.

ITo TOMUHAHTHOMY TUITY HACJIEAYIOTCS
00J1e3HHU, CBSI3AHHBIE C HAPYLIEHUEM
CTPYKTYPHBIX, TPAHCIIOPTHBIX 0€JIKOB, 0€JIKOB- AnepHan TpaxenAumA
penenTopoB — 3TO 00J1€3HH KOCTHOM CHCTEMBbI H Mempana
COeIMHUTEIHLHOM TKAHU (AXOHAPOIJIa3Hs,
CHUHAPOM JedeKTa HOI'Ted U KOJICHHOU YallIedyKl]

u ap.). OEPMEHT

[lo peueccuBHOMY THUIY HACTEAYIOTCSH
00J1e3HH 00MEHA BeleCTB — (pepMEeHTONATHH
(pennakeTonypusi, rajJakTo3eMus, CEPNOBUIHO
KJIETOYHASl aHeMUs, AJIbONHU3M,
a/IPEHOreHUTAJIbHbIN CUHAPOM, BPOKICHHBbIH NMPU3HAK
TUIIOTHPE03, MYKOBUCIIMI03 U JP.).

Jl1s1 AMArHOCTUKH IeHHbIX 00J1€3HeH
HUCIOJb3YIOT OMOXMMHUYECKUN METO/.

Benok

Mpasuno bupgna-Tatyma



DCeHNIKETOHYPUSA

HacJsencrBeHHoe 3a00/1eBaHUe, XapaKTepu3yloleecst

HApyLIeHHEeM 00MeHa
AMMHOKHCJIOTHI (DEHWJIATIAHUHA U BbIpaskarouieecs B
HAKOIVICHUH €€ TOKCUYECKHUX NMPOU3BOAHBIX BHYTPH OPraHU3MA.

[Ipuyunbl 3200/1eBaHusA: MyTalUuda reda 12-u XpoMocoMbI
(12922-24) - rennast MyTanus

Tun Hacjieq0BaHUSA — AYTOCOMHO-PeecCuBHbIN

IIpu3HaKu (PeHUIKETOHYPHUH:

- 32/IePKKA ICUXUYECKOT0 Pa3BUTHS, PA3BUTHS PEUU;

- OTCTaBaHUA B (PU3UYECKOM Pa3BUTHH;

- cnenupuIeCKuil «MbIIIMHBIN 3amax (WM 3amax
IUIECEHH) OT pe0eHKAa, B pe3yJibTaTe BbIICJICHUS MPOAYKTOB
MeTa0oan3Ma (peHuIaTaHuHA ((PeHUINMUPOBUHOTPATHOIA,
(peHUIMOI09HON, PEHUITYKCYCHOM KHUCJI0T) Yepe3 KOKY U ¢
MOY0M;

- HApylLIeHUe MUTMEHTANUMN: Y TAKHUX JeTeill 00bIYHO
royyobie 1j1a3a, O4eHb CBET/Iasi KOXKa U BOJIOCHI, B pe3yJbrare
CHUKEHHUS KOJIMYeCTBA MEJIAHUHA.
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MexaHu3M pa3sBuTHA (PEHUJIKETOHYPHUHU

C nuuiei MbI MoJIy4aem TT I A |

AMHHOKUCJI0TY (peHUIaTIaHNH, KOTOPas e

NnpeBpanaercs B THUPO3UH MOJ JeUCTBHEM E ——
(pepmenTa peHnIaTIaHUH-4-THAPOKCHIIA3A.

I'en, oTBeyaromui 3a CMHTE3 GFJIRIT

AAHHOTO (pepMeHTA HAXOAUTCH B 12

xpomocome. Eciim oHa moasepraercs HEMIHRE

U3MEHEHUAM (MYTaUusM), TO pepMeHT L
DARIIAT AR

(peHMIaTaHNH-4-THAPOKCHIA3A HE MOXKET e

CHHTE3HMPOBATHCH U MPEBPALLATH l (e

(peHUIAJTAHUH B THPO3HUH. ‘BHBK ‘ DYK H PMEK |

_

TH[MFEHH

AMHUHOKHCJIOTA (DeHUIAJIAHUH

OyIeT HAKAIUIMBATLCS B KPOBH, 2 ee P !
npomn3BoaHbIe (peHHIMNPOBUHOIPATHAS, — Y oo
deHnIMOI09HAS, PEHIITYKCYCHAS KHCI0TA) - . _
B MoYe. 10 :

Hﬂ-'[h‘ll VIEIEIHHH

Tupo3uH ABJIsETCH NPOU3BOIHBIM oarodpennsa
MeJIAHMHA, IMEHHO ero HeXBaTKa Oyaer N
BbI3bIBATH Y JIeTeil, 00JICH0INX
(peHnIKETOHYpUEH, HAPYLLIEHUE
NMUTMEHTAUU KOKHU, IJ1a3 U BOJIOC.

!
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MexaHu3M pa3sBuTHA (PEHUJIKETOHYPHUHU

D eHUINMUPOBUHOTPAIHAS
kuciaora (PIBK) Boigessiercss ¢ MOYON,
BCJIEICTBHE Yero OT 00JIbHBIX UCXOAUT
"MbpIIMHBIN'' 3amax.

Boicokasi koHueHTpauusa @IIBK
NMPUBOAMUT K HAPYUIEHHIO (DOPMHUPOBAHUS
MUEJTMHOBOW 000J104KH BOKPYTI AKCOHOB B

ITHC.

Jeru ¢ peHnIKeTOHYpHEeH
POKIAKOTCS 310POBBIMHU, HO B IIEPBbIE Ke
He/leJIM KU3HU Y HUX Pa3BUBAKOTCH
KJIMHUYeCKHUe NMPOsBJICHUSA 3200/ 1eBaHUA.

®IIBK siBasieTcst Helipo-
TPOIHLIM SI/10M, B pe3yJbTaTe 4ero
MOBBHILIAKTCHA BO30YIMMOCTb, TOHYC MbIIIII,
pa3sBUBaIOTCA runeppediekcus, TpemMop,
CYA0pPOXHbIE dUIeNTU(GOPMHBIE
npunaaxku. Iloz:xe npucoenHATCH
HAPYUICHMS BbICIIEH HEPBHOM
NeATeJIbHOCTH, YMCTBEHHAH OTCTAJIOCTbD,
MUKpouedau.

JIHTTH kI | ‘| YTIERO IR

GERIT
e HI/TA TARNH
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JInarHocTuka (peHUJIKETOHYPHUH

B cBs3H ¢ TeM, 4YTO PeHNIKETOHYPHS
COINPOBOXKAACTCH PAa3BUTHEM HEOOPATUMBIX YMCTBEHHBIX
HAPYLIEHWH, BO MHOTMX CTPAHAX MHMpPa, B TOM YHUCJIe U B
Poccun, MCcnioyib3ylOT CKPUHUHT-METOAbI AUATHOCTUKM.

Bcem 0e3 MCKIIIOYEHUS] HOBOPOKICHHBIM 1€TAM
B POAJA0OME MPOBOASAT IKCIPECC-TECThI HA COePKAHMUE
dhennsasiannHa (HEOHATAJNBbHBIA CKPUHMHT). I 3TOTO
0epyT KAaNMJUISIPHYI0 KPOBb (U3 NATKH) HA 4-5-H [IeHb
JKU3HH pedeHKa (Y HeJOHOUICHHBIX HA 7-1), HAHOCSAT HA
CIeHUAIbHbIN OyMaKHbIN 0JIAHK U OTHPABJIAIT B
JIa00paTopuIo, e 1eJ1alT BHIBOABI 0 COAEPKAHUM
(peHnIaIaHMHA B KPOBMU.

Ecau TecT oka3bIBaeTCs MOJIOKUTEIbHBbIM, TO
TOI1a MPOBOAST AONOJHUTEIbHbIE HCCJIEIOBAHMS IS
onpeaeeHusi coaepkaHus (PeHWITATAHNHA U €TI0
NMPOU3BOJHBIX B KPOBHM U Mo4Ye. Bo3MokHO npoBeieHue
reHeTHYECKOT0 UCCJIeI0BAHNS 1JIM1 MOATBEP KICHUSA
MYTallMH B reHe, oTBedamonemM 3a peHnaajiaHuH-4-
ruapokcuiiasy. [logo0Hoe ucciieqoBaHue BO3MOKHO B
KayecTBe NMPeHATAJbLHOM IMArHOCTUKHU HA Tamne
0epeMEeHHOCTH.




JleueHne u NpoPuIaKTHKA

Ha cerogusiiuauii 1eHb caMbIM 3()(PEKTUBHBIM U PACIPOCTPAHEHHBIM
CIoco0oM JieueHUus (PeHUJIKETOHYPHUH SIBJISICTCH IUEeTA ¢ UCKJIIYEHUEM MPOAYKTOB,
coaepxammnx (penusiananul. Eciam ee cTporo npuaep:xuBarbCcs B epBbIe IOAbI JKU3HU
pedeHKa, KOraa pa3BUTHE HEPBHOM CUCTEMBbI elle MPOA0JJIAKACTCH, TO MOKHO BHIPACTUTDH
310POBOI0 U MOJHOLEHHOI'0 Ye/I0BEKA.

Jeduuut 0esika BOCIOJIHSIETCS AMUHOKHCJIOTHBIMH cCMecsiMu 0e3

(penunanannHa. JleyeHue MPOBOAUTCH B BUJIE CTPOTOM IUEThI OT 00HAPYKeHM
3a200/IeBaHUSl KAK MUHUMYM /10 I0JI0BOT0 CO3PEBAHUS WJIU MOKU3HEHHO.

NEYEBHbIE CMECU A1 BOJIbHbIX
SEHUTIKETOHYPUEN




AJBOMHU3M

HacuaencresenHnoe 3a00/ieBaHHe, XapaKTepHU3yKOIleecs MOJHbIM OTCYyTCTBHEM WJIN
HEI0CTATOYHBIM KOJIUYECTBOM MEJAHUHA - MUTMEHTA, ONpelessoIero uBeT BOJI0C, KOXKHU U IJ1a3.

[Ipuyunbl 32001eBanus: myTanus reda 11-ii XxpoMocomMsbl (reHHasi MyTalMsl).
Tun HacJieNOBaAHUA — Ay TOCOMHO-PeeCcCHBHBII.

IHpusHaku ajnbOMHU3MA:

- OYeHb CBeTJIas UM 0eJiasi KOKa, BOJIOCHI 0€J10r0 WM CBEeTJIOr0 IBeTAa;

- BBICOKAsl YYBCTBUTEJIbHOCTh K COJTHEYHBIM Jy4aM (GK:KeHHe, TOKpacHeHHe,
00J1e3HEHHOCTHh NP MPUKOCHOBEHNH K KOKe, 1aKe MPU HEMPOA0/LKUTEILHOM HAX0KICHUH MO/
OTKPBITHIM COJTHIIEM);

- KpacHasl paayxKa a3 (Tak Kak B pajaysKKe HeT MMTMEeHTa, OHA CTAHOBHUTCH
NMPoO3PavyHoOii, U Yepe3 Hee MPOCBEYUBAIOTCS COCYIbI).

- CHUKCHHME OCTPOTDBI 3PCHUA (‘IaCTO HEe MOKET ObITh JOCTATOYHO CKOPPEKTHUPOBAHO
OYKaAaMHU U KOHTAKTHBIMH .]'II/IH3aMl/I).




MexaHu3M pa3BUTHA aJIbOMHU3MA

C nuiuei MblI OJy4YaeM aMHUHOKUCIOTY TUPO3HH,
KOTOpAas MPeBPaLaeTCsd B MEJIAHUH MO IeHCTBUEM
(pepmenTa Tupo3uHasbl. I'eH, oTBeYarOIUil 32 CHHTE3
naHHOTO pepmMeHTa HaxoauTcda B 11 xpomocome. Eciin ona
NnoABepraercsd U3MeHeHUAM (MyTalUAM), TO (pepMeHT
THPO3MHA32 HE MOKET CHHTE3UPOBATHLCH M MPEeBPaIIATH
THPO3MH B MeJIaHUH. B pe3yiibrare yero pazsuBaercs
3a00/1eBaHUe aJIbOMHHU3M.

Jleuenue Oe3ycnemiHo. BocnmoJiHUTHL HEIOCTATOK
MeEJIAHMHA WIM NPeAyNpPeIUTh PACCTPOCTBA 3peHU ,
CBSI3aHHbIE ¢ AJIbOMHM3MOM, HEBO3MOKHO. Ciieayer
PEeKOMEHA0BATh 00JbHOMY M30eraTh COJTHEYHbIX 00 1y4eHU
U IPUMEHATH CBETO3AIUUTHBIE CPEACTBA MPHU BbIX0AE HA
yauny: GUiIbTpPbl, COJTHUE3ANUTHbIE 0YKH WIH
3aTeMHEHHBbIE JUH3bI. O0ObIYHO MOA00HBbIC QYHKIIMHU
BbINOJIHSIET MeJIaHuH. MHOrIa Heo0XoauMo XUpyprudeckoe
BMENIATEIbCTBO, B YACTHOCTH [IJIs1 KOPPEeKIUHU
VIA30ABUTaTeJIbHBIX MBI IPH KOCOIJIA3HMH.
Pa3zBuBawmuecs NaToJJoruyecKkue U3BMeHeHHUs B CeTYaTkKe u
HepBax 1j1a3a 00bIYHO YCTPAHUTH He YIA€TCH.

C HeJbIO HpO(l)I/IJIaKTHKI/I nepeaaau anHoMaJinmu
0 HACJICACTBY HCOﬁXO}]I/IMbI MEAUKO-TCHETUYIECCKUE
KOHCYJ/IbTAllUM.
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CepnoBHMIHO-KJIETOYHAS aHEMHUSHA

HacaencrBenHoe 3a00/1eBaHKN e CHCTEMbI KPOBH, XapPaAKTCPUIYOLICECCHA TCHETHICCKUM

neeKToM, B pe3yibTare KOTOPOro HapylIaeTcs 00pa3oBaHue HOPMAJIbHbIX
uerne reMoryioOMHA B SPUTPOLMTAX.

IIpuunnbI 3200/1€BAHUA. TeHHASI MYTaIUs1, 00YCJOBJIMBAIOIIAsE CHHTE3 AHOMAJIbHOTI'O
remorsioouna S (HbS).

IIpu3HaKku ceprnoBUAHO-KJIECTOYHOM AHEMMH:
- 0JIeAHOCTH (Pa3BUBAETCH U3-32 YMEHbIIEHUS KOJINYEeCTBA KPACHBIX KJIETOK B KPOBH).
Koxa v Buanmpie cJIM3UCThIe 000J109KH (IMMOJIOCTH PTA, KOHBIOHKTHBbI IJ1a3a U IPyrue)
CTAHOBSATCHA OJIeIHBIMU U CYXHMH, KOKA MEHee JIACTUYHA;
- OBBILICHHAS] YTOMJIAEMOCTD (JIeTH C CePIOBUIHO-KJIETOYHOU aHeMHU el
XapaKTepPU3YITCs BAJIbIM U MAJONOABUKHBIM 00pa3om :ku3Hu). [lpu s1r000ii puzuveckoit
HArpy3Ke yBeJIMYMBAETCS MOTPEOHOCTh OPraHM3Ma B KHCJI0PO/e, TO €CTh PA3BUBAETCS I'HIIOKCHS;

- YacThle IrOJIOBOKPY:KeHUS (00YCJI0BICHbI

HEI0CTATKOM KHCJIOPOJA HA YPOBHE FOJIOBHOTO Cepriosudnbie

KPacHbLIe KPOBSIHbIe
MO3ra, YTO SIBJISIETCSI ONACHBIM ISl JKU3HH nemwy
COCTOSIHMEM); o«

- cepeYHas HeAOCTATOYHOCTH (MIPUYMHOM
MOPAaKEeHHUs Cepala MOKeT ObITh 3aKyIOPKAa
CePNOBUIHBIMU IPUTPOUUTAMHU COCYIA0B,
AOCTABJAKIIUX KPOBb K CEPACYHON MbIIIILE);

- IOPAas’KeHue CYCTABOB (0TMEYAK0TCH
NPUNYXJOCTh U 00J1€3HEHHOCTh CYCTABOB
KOHEYHOCTEH: CTOI, F0JICeHel, KUCTEeH, MajJbleB PYK
H HOT).

HopmaneHsie
KpacHble Kpo8siHbie
Knemeu

© Healthwise, Incorporatad



CeprnoBHAHO-KJIETOYHASA aHEMHUS

MexaHu3M pa3sBUTHUSA CEPINOBUIHO-KJICTOYHON AaHEMUM:

JanHoe 3a00/1eBaHMe BOSHUKAET B TOM CJIYy4ae, eCJIM MPOUCXOAUT MYTALUA
reHOB, KOHTPOJIHPYIOUIMX 00pa3oBaHue OeTa-ueneu riiod0uHa.

B pesyabTare MyTauuu NpoMCXOAMT 3aMeleHUEe BCEro JUIIb OHOMN
AMHHOKHUCJIOTHI B CTPYKTYpe b-ri1o0mHoBoOM menu (TiiyTaMuHOBAsi KHCJI0TAa B 6-01
MO3UIIUK 3aMeHsIeTCsl Ha BAJIMH). JTO He HAPYLIAaeT MPolecc 00pa3oBaHUs MOJIEKYJIbI
reMoOrjI00MHa B LEJIOM, OJHAKO NPUBOAUT K U3MEHEHHMIO €ro 3JICKTPO(PU3HOIOrHIeCKUX
CBOMCTB. [ eMOITIO0MH CTAHOBUTCH HEYCTONYMBLIM U B YCJIOBUAX THIIOKCHU
(HexocTaTKa KMCJI0POAA) U3MEHAET CBOE CTPOeHHUEe (KPUCTAJLIN3YeTCH,
noJIHMepHu3yeTcs), mpeBpaiasch B remorsiooud S (HbS). 9To npuBoauT Kk H3MeHEHHIO
(popMBbI IPUTPOLUTA - OH YIJIMHACTCH U UICTOHYACTCH, CTAHOBACH MOX0KUM Ha

IOJIYMECHIT WJIH CEPII.

e )

HopMansHbIA 3pUTROUMT

CepnoBUaHLIA IPUTPOLMT

GTGC GAC TG A GGA C¥C cCTC
CAC CTG AGCT CCT GAG GAS

rn,"rarunoaan

KMCNOTS \ \
gTo GAC TUA SGA CRC cre \ ,\
CAC CTG ACT CeT G GAG

¥
- - - - ) >\\

Banuy  CepnosngMo-KneTo4Han anemns



CeprnoBHAHO-KJIETOYHASA aHEMHUS

CepnoBUIHO-KJIETOYHASI AHEMHS HACJIeYeTCH 10 ayTOCOMHO-PeneCcCUBHOMY
TUIY (C HEMOJHBIM JOMUHUPOBAHUEM).

Hocurenu, rerepo3uroTHbie 1o reHy CepnoBHAHO-KJIECTOYHOM AHEMUM, B
IPUTPOLMTAX UMEKOT MPUMEPHO B PABHBIX KOJIMYECTBAX IeMOIJIOOUH S M reMOIJIO0MH
A. Ilpu 3TOM B HOPMAJILHBIX YCJIOBUAX Y HOCHTEJel CHMIITOMbI PAKTHYECKU HUKOIIA
He BO3HUKAIT, U CEPIOBHUIHbIC JPUTPOUMUTHI BHISIBJISIOTCH CJIYYAHUHO PH
JIA0OPATOPHOM MCCJIeIOBAHUU KPOBU. CMMIITOMBI Y HOCUTEJIel MOT'YT MOABUTHLCS MPH
TMIOKCUU (HANIpUMeP, PHU MOAbEME B TOPbI) WM TIXKEJI0H Aeruaparanuyu OpraHuzma.
Y roMo3uroT 1o reHy CepnoBHAHO-KJIETOYHOM AHEMHUH B KPOBU UMEKOTCH TOJIbLKO
IPUTPOUUTHI, HECyL[HE TeMOIJIOOMH S, U 00JIe3Hb MPOTEKAET THXKEJIO.

Hocurenn ajniesist CepnoBHAHO-KJIETOYHOCTH HEBOCIPUUMYMBBI K MAJISIPU M.
ITO O0BACHACTCH TEM, YTO €€ BO30yIUTe b ~-MAJTAPUUHBIN IJIA3MOAMA - HE MOKET
KMUTh B 3PUTPOLMTAX, COACPKANUX AHOMAIbHBIN IeMOIJIO0OHH.

JAnarHocTuka cepnoBHJIHO-KJICTOYHOU AHEMUM:

- OMOXMMHMYECKNI aHAJIU3 KPOBU (MMPOU3BOAUTCH KAa4eCTBEHHAS U
KOJIMYECTBEHHASI OLIEHKA COJEPKAHUS PA3JINYHBIX XUMHUYECKHUX BEIeCTB B BEHO3HOU
KPOBH);

- jiekTpodope3 reMorsiodnHa (METOd, MO3BOJISIIOINUI ONPeaeIUTh
KavyeCTBEHHbI COCTaB reMOIJIOOMHA B KPOBH).



CeprnoBHAHO-KJIETOYHASA aHEMHUS

CepnoBuAHO-KNETOYHAaA aHEMUA — Heusneunmasn 6onesHb. OgHaKo ee
BbifiB/IeHUE KpaWHe BaXKHO ANA NPaBU/IbHOTO Ie4eHUusa Apyrux 3abonesaHunin y AaHHbIX
60bHbIX, @ TaK}Ke AN OKa3aHUA UM aAEeKBAaTHOW XMPYPruiuecKkom U akyLepCcKoun
nomowu. NpasunbHoe BegeHne 60/1bHbIX C XPOHUUYECKOMU CEPNOBUAHO-K/IETOUHOMU
aHemuen cnocobcTByeT NpeaoTBPaLLEHUIO TAXKeNbIX 060CcTpeHuni (Kpu3os) n npoaneHunto
YKU3HMU.

Ona neyeHna pasBUBLLUErocA KPU3a UCNONb3YIOT KUcnopoa, o6esbonusatowme
CpeAcTBa, BHYTPUBEHHOE BBeAeHUe XXUAKOCTU U aHTMBuoTnKoB. UHorga npuxogurca
npuberaTtb K NnepeiMBaHMIO 3PUTPOLUTAPHOMN MACCbl, @ TaKXKe NPUMEHATb MHOTUe Apyrue
CpeAcTBa, HaNnpUMep NPOTUBOCYAOPOXKHbIE NpenapaTtbl, ANA KYNUMPOBaHUA OTAENbHbIX
CMMNTOMOB.

\ '
- . -
N\ e . 3

HopmaneHbie @opmuposaHue cepnosudhbix CepnogudHbie
apumpoyumst apumpoyumoe spumpoyumoe

Cepnosudnoxsemovmnie
Kaemuu, baokupyowue
CepnoeudHo-Kkaemounas aHemus KPOBOMOK




I'ajgdakTo3zeMus

HacaencrBenHoe 3a00/1eBaHue, B OCHOBE KOTOPOTIO JICSKUT HAPYILIEHHE YIVIEBOJIHOIO
o0MeHa Ha MYTH Npeodpa3oBaHUsl IraJIaKTO3bl (IIPOCTOH caxap) B IVIIOKO3Y.

[Ipu4yuHbI 3200/1€eBaHUA — TeHHASI MYTAllMsl - MYTAUUA F'eHa 9 XpoMOCOMBlI,
OTBE4YamouIero 3a cuurTe3 gepmenTa rajgakro3o-1l-gochar ypuaniarpancdepasbl, KOTOPbIM
pacierisieT rajJakro3y A0 IVIIOKO03bI.

3a0osieBaHMe NPOSBJISIETCS B MePBbIe THU M HEACJIU KU3HH BbIPAKEHHOH KeJITyXOH,
yBeJIMYECHHUEM TeYeHH, PBOTOM, 0TKA30M OT €/1bl, CHUKEHHEM MACChI TeJIa, HEBPOJIOTHYECKOU
CMMIITOMATUKOM, TMIIOTOHUEH MBI B JaJibHelIleM 00HAPYKUBAETCH OTCTABAHME B
(pu3nYeCKOM U HEPBHO-TICUXUYECKOM Pa3BUTHH, PAa3BUBACTCHA YMCTBEHHAS OTCTAJIOCTD,
BO3HUKAET KaTapakra.

TaxecTb 320071€BAHUS MOYKET 3HAYUTEJIHLHO BAPbUPOBATH; HHOIIA €IMHCTBEHHbIM
NMPOSIBJICHHEM T'AJIAKTO3eMHUHU OBIBAKOT JIMIIb KATAPAKTA UM HENMEPEHOCUMOCTh MOJIOKA.
Knaccuueckasi rajilakro3eMusi YaCTO HOCHUT KM3HEYTPOKAKOIIMHA XapaKTep.
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MexaHu3M PA3BUTHUA T'AIAKTO3CMHUU

lasakTo3zemusi xapakrepusyercsi HApylIeHHEM €CTECTBEHHOH CMOCOOHOCTH OpraHu3Ma

pacliemyiaTb OIMH U3 MOHOCAXapuaA0B JIAKTO3bI. BHe 3aBucuMocTH OT BH/AA 00J1€3HH OHA

nepeaaeTrcs 1mno ayroCOMHO-pPelecCUuBHOMY THITY. DTO M 00yCJIaBJIMBAET PeIKOCTh MATOJOTUH — B
cpeHeM OMH cay4aid Ha S50 ThICSY HOBOPOXKAeHHBbIX. /[JIf HacJieq0BaHUs 00J1€e3HA HE00X0UMO,
YTOOBI MAJIBIII MOJYYHJI M0 KONMH Ae()eKTHOT0 TeHa 0T KaXKJA0r0 U3 POANTeEJIeH.

IIpu nanHom nedexre He
o0pa3yeTrcsi OJUH M3 BaKHEHIIIHNX
(epMeHTOB - raj1akT030-1-ochar
ypuamwiITpancgepasa, BIUAOIMNX HA

npeoopa3oBaHNe rajaKkTo3bl B [IIHOK03Y,

cjaeaoBaTeJIbHO, OHA HAKAILINBACTCH

H

0Ka3bIBA€T TOKCHYECKOE JeHCTBHE HA

OpPraHM3M.
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JlnarHocTuka v npopuIaKTUKA

B Hacrosilee BpemMs POBOAUTCH MacCCOBOeE
00c/Iel0BaHUEe HOBOPOKACHHBIX (HEOHATAJIbHBIU
CKPUHMHI) Ha rajakrodemuro. Onpenessiercs
YPOBEHb TOTAJILHOM (001eid) rajJakTo3bl B MATHAX
BbICYLICHHOM KPOBHU (PJ1yOpeCUEeHTHBIM METOA0M.
IIpu BbISIBJICHUM MOBBIILIEHHOT0 YPOBHA 001eH
raJIaKkTO3bl MPOBOAUTCS MOATBEPKAAOIIAS
AMATHOCTUKA ONpeaeeHueM YPOBHA aKTUBHOCTH
(depmenTa ranakro3o-1l-gpochar ypuauarpauncdepasa.
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IIpu nmoaTBEp:KACHUM IMATHO3A HEOOX0AUM
nepeBoa pe0EéHKA HA MUTAHUE C UCKJIIOYEeHHUEM
MoOJI0KA. U1 3TOr0 pa3spadoTaHbl cielMaJIbHbIE

CMecCH.
Yu4ér ceMel pUCKa MO3BOJISIET PAHO, TO

€CTh ellé B JOKJIMHUYECKOMN CTAAUU, TOABEPrHYTH

CrenraJbHOMY 00CJIeIOBAHUIO HOBOPOK/IEHHOTO U .“ :
IPHU MOJIOKUTEJIbHBIX Pe3yJIbTATaX MEePeBeCTH ero Ha UTRICIA a.'.
0e3/1akTO3HOE BCcKapMJinBaHue. /luist pannero Utrllon

BBIABJCHUA IPCAJI0KECHDbI TAK/KEC CIICHNHAJIBHBIC
CKPHMHHUHI-NIPOrpaMmbl MaCcCoOBOIo OﬁC.HeJ]OBaHI/IH

HOBOPOK/I€HHBIX.
C Bo3pacTom HaOJI0na€eTCS OCIa0/IeHue

3TOro cnenuuYecKoro HapymeHus ooMeHa.




XpomocomHble 6onesHu

XpomocomHbIe 00/1€3HM — HACJeICTBEHHbIE 32001eBaHUs1, 00YCJIOBJICHHbIEC

U3MEHEHHEeM YHCJIA WIH CTPYKTYPBI XPOMOCOM (T€eHOMHBIMHU
I XPOMOCOMHBIMH MYTALIMSIMU COOTBETCTBEHHO).

XpoMocoMHbIe 00J1e3HN 3AaHMMAIOT OJIHO M3 BeAYLIUX MECT B CTPYKTYype
HACJIEICTBEHHOM MATOJIOTHH Ye/I0BEKA.

XpoMocOMHBIE 00J1€3HU MPUHSATO JACJUTH HA JIB€ IPYIIIbI:
- AHOMAJIMH YHCJIa XPOMOCOM (TeHOMHBbIE MYTAIIHM);

- HAPYUIEHHUS CTPYKTYPbI XPOMOCOM (XpOMOCOMHBbIE abeppanumn).
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CunapomMm /layna

nonyjJanuonHas yacrora - 1:600-700 noBopo:xkaeHHBIX
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OCHOBHbIE ®EHOTUIMHUYECKUE MNMPOABNEHUA

TunuyHoe miockoe Jauo, Opaxuuedanus (KOPOTKOroJ0BOCTh), AHOMAJIMH
ri1a3 (MOHTOJIOWIHBIN pa3pe3 Iia3), SJIMKAHT (CKJIAJKA BEPXHEro BeKa y
BHYTPEHHEr0 yIJia 1Jia3a), PaHHAA KaTapakTa, MHONUSA (OJIH30PYKOCTD), OTKPBITHIN
POT, aHOMAJIMHU 3Y00B, KOPOTKMH HOC U IJIOCKAS MEPEHOCHIIA, U30BITOK KOKU HA
1ee, KOPOTKHE KOHEYHOCTH, MONEPeYHasi YeThbIpex-najbueBas JaJ0HHAS CKJIAKA,
IIUPOKUIN MPOMEKYTOK MEKIY MePBbIM U BTOPHIM NAaJIbLIIAMU CTOII.

ITopoxky BHYTPEHHHMX OPraHOB: YaCTO 0TMEYAKTCH Ae(PeKThI
MEHKKETYI0YKOBOM U MEKIPeICePAHOH NEePEeropoaoK U ’xeJyI0YHO-KHUIIECYHOT 0
TPakTa. boJbIIMHCTBO 00JBbHBIX HUMEET YMEPEHHYI0 WU THAKEJIYI0 CTCNCHb
YMCTBEHHOU OTCTAJIOCTH.
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H3BecTHbiil noauTuk Upuna Xakamana B
Bo3pacre 42-X j1eT poausia pedeHKa ¢ CHHAPOMOM
[ayna. Bniepsble Xakamajaa pacckasajia 0 TOM, 4TO y ee
noyepu Mamu cunapom layuna, B 2008 roay. 1o 3Toro e
NMOKa3bIBAJIA IeBOYKY 001IECTBEHHOCTH, 00SICh KOCBIX
B3IS10B. B KaKoii-T0 MOMEHT 0CO3HAB, UTO CUHAPOM
/layHa He ejiaeT pe0eHKa M3roeM, CTaJjia MOSIBJIATHCS €
Mapueii Ha ny0anke. biaronapst Mame cerogns 23-
JeTHsisi Mama 4yBcTBYeT ce0si B cOluyMe 00bIMHbBIM
yessoBekoM. OHa 3aHMMAaETCH B TeATPAJbHOM CTyIuMH,
xopeorpadueii, MeuTaeT CTaTh TAKOM Ke 3HAMEHUTOMH,
KaK MaMa.

Buyk bopuca Enxbuuna, poqusmmiics B 1995 rony y
nodyepu TarbsHbI, TOKe ¢ CHHAPOMOM /[ayHa. ITOT COTHEYHBIH
MAJIBYHMK, KAK TOBOPSAT JIKAHU, ObIBIINE B OKPYKEHHH IKC-TIPE3UICHTA,
ObL1 ero JrOMMbIM BHYKOM. Ceituac 24-neTanii Ined /Isauenko -

YEMIIMOH MHPAa 110 IVIaBAHHUIO.

AxkTpuca JBesnHa baénanc crana onxHoi u3
NnepBbIX 3HAMeHuTOCTEel B Poccun, kortopasi my0JJU4HO
NMPHU3HAJIACH, YTO Y Hee PACTeT «COJTHEYHbIN» pe0eHOK —
cbIH CemeH. To, 4To poauTcsi pedeHOK ¢ CHHIPOMOM
JayHa, akTpuce cka3aju Bpauu Ha 14-ii Henese
Ooepemennoctu. Ho DBetnHa oTka3zajachk aejaarb adopT.
Omna yBepeHa, 4ToO JeTH ¢ CMHHAPOMOM JlayHa He ypoabl U
KaKHe-TO yuiepOHbIe JKIU, a POCTO AeTH, KOTOPbIM
TPeOyTCS HEMHOIO Apyrue yCJI0BUS KU3HMU.




CnHpgpom [layHa

IIpu4yuHbI 3200/1€BaHUA:
MO3/HME POABI: JKEHINUHBI cTapiue 35 JieT 0oJiblle MOABEPKEHbI PUCKY POKIAEHUS 00JIHHOTO
pedeHKa.

BO3PACT OTIA: ITOT (PAKTOP OKA3HIBAET BJIUSIHUE B MEHbIIIEH CTeNneHn, YeM BO3pacT MaTepu,
HO yXYIIlIIeHHE Ka4eCTBA CIIePMbI ¢ BO3PACTOM, OPUEHTHPOBOYHO MOcJIe 42 JIeT, TOXKe
MOBLINIAET PUCKHN I'eHeTHYeCKUX /1e(eKTOB.

Opak Mex1y KPOBHBIMH POJACTBEHHUKAMM. Y JIIOIEH CO CXO0Kell reHeTu4eCKod uH(opManmei
BEPOSATHOCTH MPOSIBJICHUS TEHETHYECKUX OTKJIOHEHU 0YCeHb BeJIHKA.

HACJIEACTBEHHOCTh: PUCK Iepexayn 3a00J1eBaHUS 110 HACJIEICTBY, OT OJM3KHX POJACTBEHHUKOB,
KpaiiHe MaJi, HO BO3MOKEH MPU HEKOTOPBIX PA3HOBUIHOCTSIX CHHAPOMA.

Bpeanbie NpUBBIYKH: KypeHHE, AJIKOT0JIb, HAPKOTHKH, KOTOPBIMH 3JI0yNIOTPEOJISIIOT Oyayluue
POIUTEIN, MOTYT CYlIIeCTBEHHOE MOBJIUATH HA UX TeHETUYECKUII MaTepuaJ u 310POBbe
Oyayurero pedénka.

JInarHocTuka:

NpeHaTajJbHble MeTOAbl: HeMHBa3uBHbIE (Y3U) 1 nHBa3uBHbIEC (AMHUOLIEHTE3, KOPAOLEHTE3,
XOPUOHOIEHTE3)

III/ITOFCHETI/I‘IGCKI/Iﬁ METOA - KAPUOTUIIMPOBAHUC

OMOXMMHMYECKHI MeTO/ - 3200p ¥ AaHAJIU3 KPOBH 0epPEeMEHHOM KeHIIUHbI
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CUHAPOM 34BAPACA
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OCHOBHbIE PEHOTUMNYECKUE NMPOABJIEHUA

IIpu3Haku cuHApOMAa JABapACa MOXKHO pa3ieJiMTh Ha ABe rpynnsbl. K nepBoii rpymnme
OTHOCSITCH CMMIITOMBI, XapaAKTePHbIE [IJIsl BHELIHEr0 BU/Ia pe0eHKa: NP POKICHUHM HU3KAS
MAacca TeJia, HeNPONOPUMOHAJIBHO MAJICHbKAS I0J10BAa, Ae()eKThl PA3BUTH BEepXHel UJIU
HIZKHEH YearocTell (MUKPOTrHATH), HCKaKeHne popMbl Jiuua u ¢popmupoBanue
HENPABUJIBHOIO MPUKYCA; MAJbLbLI KUCTH CKAThI, B KYJIaKe Pacio/iaralorcsi HEpOBHO, HU3Kas
MOCAIKA YIIeH, ePernoHYaTOCTh UJIM MOJHOE CJIUSHUE NMAJIbIEeB HUKHUX KOHEYHOCTEH,
BPOKICHHAA KOCOJIANOCTh, «CTONMA—KAYAJIKA», OTHOCUTEJIbHO MAJIBIX Pa3MepPOB POTOBas LIE/Ib
(MUKpocTOMHUS).

Ko BTOpOIi rpynime MOKHO OTHECTH NPU3HAKUA HAPYLIEHUsSI PA00ThI BHYTPEHHUX
OpPraHoB, MOTOPUKH U HEPBHO—IICUXUYECKOI0 PA3BUTHSI: HAJIUYME BPOKIACHHBIX IOPOKOB
cepaa, HApylIeHUe IOTATEeJIbHOT0 M COCATENbHOr0 peduiexca, MoAKOBOOOPa3Has UM
CerMEHTHMPOBAHHAS MOYKA, YIBOCHUE MOYECTOYHUKOB, aTPe3Us MULIEBOIa WIH 3aHEr0 Nmpoxoja,
HapyLIeHHE PACHOJIOKEHUSI KHIICYHNKA; 3a1eP/KKA HEPBHO—TICUXHMYECKOI0 Pa3BUTHS,
YMCTBEHHASl OTCTAJI0CTh.




CUHAPOM 34BAPACA

IIpu4yuHbI 3200/1€BaHUA:

- HeOJIaronpusATHbIE (PAKTOPHI OKPY KAIOUIeH Cpebl; paguanus, TOKCHYHbIE
XHMHYeCKHe BellleCTBa, N3JIy4eHnsi, Ta0aK, aJIKOroJib;

- BO3/IeICTBME HEKOTOPBIX JIEKAPCTBEHHBIX MPENapaToB;

- KPOBHOE POJICTBO CYIIPYIOB;

- BO3pacT Oyayuieil Marepu — Ha4YuHas ¢ 35 JieT, BepOATHOCTh BOBHUKHOBEHUA Y IJ10Aa
CHUHApPOMA JABAP/CA YBEJIUYMBACTCH.

JlnarHocTuka:

¥Y3U, npeHarajbHbIil CKPUHMHI: AHAJIN3 KPOBHY HA HAJIUYHE CHIBOPOTOYHBIX
MapkepoB. Ec/iu Ha 0OCHOBAHUM 3TUX aHAJIU30B OepeMeHHas MONaaaeT B IPYIILY BHICOKOI0 PUCKa,
el mpeaJiaraeTcs npoBeeHne J0N0JHUTEIbHON IMATHOCTUKH.

NuBa3uBHBIC METOAbI JTUATHOCTUKHU: MPOBOAATCH B HCKJIKYUTEIbHBIX CIy4YasaX, KOIA
PHUCK POXICHUS MAJIBILIA C CHHAPOMOM JBap/Aca O4eHb BeJuK. K HHBa3MBHOM JUATHOCTHKE
OTHOCSITCH OHOIICUS XOPUOHA, AMHUOLCHTE3, KOPAOUECHTE3 U MOCHAeAYIoIIee KAPUOTUIIMPOBAHM e
IJ101A.

Eciu 3a00s1eBaHKe He 0bLJI0 BOBPEeMS BbISIBJICHO, M PEOEHOK C CHHAPOMOM JBapaca
POKIaeTCH, OH MOABEPraeTcs HeMeAJIEHHOMY BCECTOPOHHEMY 00C/IeI0BAHMIO.

IIporno3s u npopujiaKkTuKa:

B 1ej10M nporuo3 kpaiiHe HeOJArONPUATHBIN: B CpeIHEM MAJBLYUKH KUBYT 2-3
Mecsina, 1eBouku — 10 mecsineB. /1o rona moxuBaer jgumb 10% 0o0abHbBIX, 10 10 J1eT — He OoJ1ee
1%. Puck poxaeHusi ped0éHKA ¢ CHHAPOMOM JIBap/ACa TEOPeTHYECKH CylIeCTBYeT B JII000i
CYIPY:KeCKOHU Mmape: U3BECTHO, YTO TAKASI BEPOSITHOCTH BbILIE Y BO3PACTHBIX POAUTEJICH.



CUHAPOM TATAY
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OCHOBHbIE ®PEHOTUNMNYECKUE MNPOAB/EHUA

mukpouedpanus

- HU3KAas Macca TeJia IPHU POKICHNH;

- pacuieJiMHa BepxHel ry0bl U HEOAa; HapyllIeHHe CTPOCHUA
yepena, HU3KU U CKOIICHHBbI J100, KOPOTKasA 1Iesl, yMepeHHAast
MUKpouedaus;

- MOJMAAKTIIINSA, QJIEKCOPHOE M0JI0KEeHN e KUCTei;

- Cy’KeHHbIE IVIa3HbIe IEJIU, YMCHbIIICHHOE PACCTOSIHUE
MexAy NIA3HbIMHU IeJISIMH, IOMYTHEHHE POTOBUIIbI;

(nuwHue nansysi)

MHoxeCTBeHHbIE IOPOKU BHYTPEHHUX
OpPraHoB: JAe()eKThbl MePeropoaoK U KPYIHbIX COCYI0B,
He3aBepPIICHHbIN MOBOPOT KMIICYHHUKA,
MOJUKHCTO3 MOYEK, YIBOCHUE MOYCTOYHUKA, Pa3IHYHbIC
Hapyuwenus passutusa HHC, anomanuu pa3surus
M0JIOBBIX OPraHoOB; MYIOYHAS YMOPHOHAJIbHASA I'PbLKA,
U3MEHECHHUS MOIKEeJIYI0YHOM KeJie3bl, KHCThl B KOPKOBOM
cJioe MoYekx.

B 0oabmuHCTBE ciy4yaeB 00JIbHbIE 1eTH THOHYT
B MepBble¢ MeCAlbI KU3HU. /leTH, nokuBLmne 10 2-3 JieT,
HMEKT BBIPAKEHHYI0 CTeNeHb YMCTBEHHOM OTCTAJIOCTH,
Iy0OKYH0 uauoTH0. CMepTe/bHbIN UCX0J HACTYIIAeT
BBH/lY MHOTOYMCJICEHHBIX IOPOKOB Pa3BUTHS B OPraHU3Me.



CUHAPOM TATAY

IIpu4yuHbI 3200/1€BaHUA:

- HeMPaBUJIbHOE PAaCX0KIeHHEe XPOMOCOM BO BpeMsl /IeJICHUS KJIETOK y OJHOI0 M3
poauTeJiei;

- He0JIATONPUSATHAA IKOJOTHYECKAsA 00CTAHOBKA;

- Opaku MexK1y POACTBEeHHUKAMU;

- HAJIMYUe HACJIEACTBEHHBIX 3200/1eBAHUNA B NPeAbIAYIIMX MTOKOJECHUAX POAUTE/ICH;

- Bo3pact marepu (45 Jiet u 0oJiee).

IIpuunHbI 3200/1€eBaHN HA CETOAHSIIIIHUN JeHb 10 KOHIIA He u3yueHbl. Jist 1anHoro
CHH/IPOMA XapaKTEePHA CIIOHTAHHOCTH M NPEI0TBPATUTH €r0 HEBO3MOYKHO.

JluarHocruka:

Jlist moaTBEPIKIAEHUS TUATHO3A Pellalolnee 3HaAaYeHne UMeeT onpeie/ieHue CoOCTaBa
XPOMOCOM (KAPUOTHUIIHPOBAHKE), IPH ITOM JIAHHOE UCCJIEA0OBAHNE YACTO MPOBOIAT AaXkKe B CJay4yae
CMepPTH pedeHKa, TAK KAK ero pe3yJbTaTbl MOT'YT UTPATh BAYKHYI0O POJIb B ONPeAeJeHUH PUCKA
Pa3BUTHSA HACJEACTBEHHbIX 3200/1eBAHUN Y APYIHUX JeTeil Y OHUX U TeX Ke PoauTesiei.

JlonmoJiHUTE IbHBIE METOAbI 00C/IeI0BAHUSA
- YJIBTPa3BYKOBOE MCCJIeIOBAHNE CePALAa U BHYTPEHHUX OPraHoOB;

- komnbloTepHast Tomorpagus (KT) rossoBHoro Mmo3sra;
- KOHCYJIbTALMM CIIENHAJIMCTOB C HeJbI0 ONpeaeJeHusl MOKA3AHUM /ISl ONIEPATUBHOIO JICYEeHUS.



CMHAPOM LUEPELUEBCKOIO-TEPHEPA (MOHOCOMMA X)

nonyasimmonnasi yacrora - 1:3000-5000 HoBopokIeHHBIX
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CnHppom LllepeweBcKkoro-TepHepa

IIpusHaku 3a00/1€eBaHUSA:
- HU3KAas Macca TeJia M POCT pedeHKa NP JOHOIICHHO 0epeMEeHHOCTH; COXPAHeHHe HU3KOI0
pocTa no Mepe pa3BuTus pedeHKa (Kak NpaBuJio, poct He npesbimaer 150-155 cm);
- «1uesl cpuHKCca» (KOPOTKAasl lIesl ¢ KPbLUIOBUAHBIMHU CKJIAJAKAMM); HIMPOKAs IPYIHASA KJIETKA;
MaJjIeHbKHE HU3KO0 PaCIOJI0KEHHbIEC YIIIU;
- HCKPHUBJICHHE JIOKTEBBIX CYCTABOB; KOPOTKHUE NMAJbIbI PYK 32 C4eT YKOPOYCHUSA NMACTHBIX
KoCTel; JuM(PocTa3 (0TEeYHOCTh) CTOIl U KUCTEH;
- IOPOKM MOJI0BOH CUCTEMbI (YMEHbIICHUE Pa3MEPOB MATKHU, OTCYTCTBHE AIUYHUKOB);
- OTCYTCTBHE HJIU CJ1a0asl BBIPAKEHHOCTh BTOPUYHBIX MOJIOBBIX IPU3HAKOB (OTCYTCTBHE
MEHCTPYaluil, MAaJI0e 0BOJIOCEHHEe, HeJOPA3BUTHE MOJIOYHBIX Kejie3);
- BO3MOKHbIE IOPOKH PAa3BUTHUSA CEPACYHO-COCYAMCTON, MOYEBbIBOASIIECH U JHAOKPUHHON CHCTEM;
- CKJIOHHOCTb K MOBBIIICHHOMY apPTePHAJIbLHOMY JABJICHUIO U 0:KMPEHUIO.




CnHppom LllepeweBcKkoro-TepHepa

JIluarnocruka:

IIpu ucciaegoBaHuu KpoBHU (0MOXMMHUYECKHI MeTOT) O0HAPY/KUBACTCH MOHUKEHHbIN
YPOBEHb 3CTPOICHOB.

KapuorunupoBanue nmo3BoJisieT BbISIBUTH JAe(PeKTHLIA HA00P XpoMocoM. JIpyroii
XapPaKTePHOU 0COOCHHOCTHIO AABJIACTCH OTCYTCTBHE MOJIOBOTO XPOMATHHA B APAX KJIETOK KOKU.

IIporHos u npopuiakTuka:

B nesioM cMHAPOM He OKa3bIBaeT 3HAYUTEJIbHOI0 BJIUSIHUSA HA NPOAO/KUTEIbHOCTh
s;ku3Hu. Illpu anekBaTHOM Tepanuu 00JbHBbIE CIIOCOOHBI CO31aBATh CEMbH, BECTH HOPMAJIbHYIO
CEKCYaJIbHYIO )KU3Hb, OJHAKO OCTAKTCHA 0eCIJIOAHbIMH.

Cnenuduueckoe jgeyenue cunapoma llepemesckoro — TepHepa oTcyTcTBYeT, HA
JAHHbIA MOMEHT HeT BO3MOKHOCTH M3MEHEHUS KAPUOTHUIIA YeJI0BEKA, HO CBOEBPEMEHHO HAYATas
Tepanus MoMoraer pe0eHKy BeCTH HOPMAJIbHBIN 00pa3 KU3HU.

CuMnroMaruyeckoe Jie4eHue COCTOUT U3 HECKOJIbKHMX ITAINOB: IPUEM IOPMOHAJIbHBIX
MPenaparoB sl YBEJUYCHUS POCTA MANMEHTKH, 3CTPOreHOCOAePKAIIMX MPEnaparoB s
Pa3sBUTHUA BTOPUYHBIX MOJIOBbIX IPU3HAKOB U (OPMHUPOBAHMS KEHCKOI'0 TEJIOCI0KEHUA; JIeYeHHU e
BPOKICHHbIX IOPOKOB PAa3BUTHS, KOPPEKUHUA BO3MOKHBIX KOCMETHYECKHX JAe(PEeKTOB.

EnuHCTBEeHHO BO3MOKHBIMH METOAAMHU NMPOPUIAKTUKH POXKICHUSA PEOEHKA ¢ TAKUM
CHH/IPOMOM MOTYT CJIY’KUTh MEIUKO — FTeHeTHYEeCKOe KOHCYJbTUPOBAHUE U NPEHATAJIbHASA
JTUATHOCTHKA.



CUHAPOM KNANHDENLTEPA

nonyjasiimoHHas yacrtora - 1:1000 HOBOPOXKAEHHBIX MAJILYMKOB

NEN e
A R I
TN AR

i i it

13 11 S 16 17
K. X3 AR nA
19 28 21 22
Kapuorun: 47 XXY
Tvun myTanum: reHoMHast

48,XXYY, 48, XXXY, 49, XXXXY



CUHAPOM KNANHDENLTEPA

IIpusHaku 3a00/1eBaHuA:

IIpu3naku 3200J1eBaHUA YACTO OTCYTCTBYIOT J0 MOJIOBOI0 CO3PEBAHUSA U NPOSIBJIAKOTCH
no3jaHee:

- CJ1200BBIPAKEHHBINA POCT BOJIOC 110 BCEMY TeJIy;

- Y3KHe IJIeYd, IIMPOKHUe Oeqapa, 4acTo OKUPeHne 1 cJ1adopa3BUTasi MYCKYJIaTypa
(eBHYXOMIHBIN THII TEJIOCI0KEHHUST);

- OTHOCUTEJIbHO BBICOKHUI POCT, IJIMHHBbIE HOTH, BBICOKOE PACIIOJIOKEHUE TAJTUHU;

- YBeJIMYEeHHUE IPYIHBIX KeJie3 (THHEKOMACTH); CHUKEHUE M0JI0BOH PYyHKIUM;
He0pa3BUTHE AUYCK, YTO B JaJbHelIeM BeleT K 0eCIUIOAuI0, YMEeHbIIeHHe IIJIOTHOCTH KOCTHOM
TKaHH (0CTEO0NOopPo3):

- 32/IePsKKA YMCTBEHHOI0 ¥ IICUXNY€CKOI0 Pa3BUTHS;
- 0eCIPUYHUHHAS arPecCHs K OKPYKAKOLIUM.

MyX4uHa ¢ cUHAPOMOM
KnanHdpenbrepa

300poBbIA MyX4YUHA




CUHAPOM KNANHDENLTEPA

JImarHocruka:

PanHee BbIsIBJICHHE 3200/1eBaHMSI HTPAET OTPOMHYIO POJIb B IIPeyNpPeKICHUH
BO3MOKHBIX OCJIOKHEHUN (HAampuMep, 3a4epKKa YMCTBEHHOI0 Pa3BUTH, ICUXHUYECKHE
OTKJIOHeHMs1). /{15l moaTBep:KAeHUs AMArH03a pelialilee 3HAYeHUEe UMeeT OlpeAe/ieHue COCTaBa
XpPOMOCOM (KapHOTUIIHPOBaHUE).

OuYeHb BaKHBIM IMATHOCTHYECCKUM TECTOM SIBJISIETCH ONpeaeieHre YPOBHS MOJI0BbIX
TOPMOHOB, IIPU 3TOM KOHIEHTPALMA TECTOCTEPOHA MOXKET ObITh CHHKEHA (0MOXUMUYECKUN METO/T).
N3 1010JTHUTEIBbHBIX METOA0B MUCCIACAOBAHUA MUCIOJIbL3YOT METO/I OIPe/ie/IeHUs M0JI0BOI0
XpOMATHHA.

IIporuos u npopuIakTukKa:

ITanueHTHI UMEHT HOPMAJIBbHYI0 MPOAOIKUTEIbHOCTD KU3HU, OJHAKO CKJIOHHOCTb K
Pa3sBUTHIO XPOHUYECKUX 3200/ 1eBAHUUA MOKET CTATh GAKTOPOM PAHHEHd CMEPTHOCTU. BOJILIIMHCTBO
00JIbHBIX 0€CIJIOAHBI, CAUHCTBEHHO BO3MOKHBIM BAPUAHTOM POXKACHUS eTell B CeMbiX, I/
MapTHEP 00J1eH, ABJISIETCH UCIOJIb30BAHUE IOHOPCKOH CliepMBl.

OcCHOBHOE HaNIpaBJIeHHE JICYCHHS - TOKM3HEHHOE BBeACHHE NPernaparoB rOpMoOHa
TECTOCTEPOHA (3aMecTUTeIbHAs Tepanus). Jl0NoJHUTeIbHbIe METOAbI: KOPPEKIM OKUPECHUS ;
JIeYeHHe 0CTeonopo3a; 00pb0a ¢ MOBBIIMICHHBIM YPOBHEM APTEPUATBLHOIO (KPOBSIHOTO0) 1aBJICHUS
XHPYPruvecKoe JeueHne yBeJIM4eHUs IPYIHBIX KeJie3; HAOMIeHue y ICUX0TepaneBTa npu
HEe00X0AMMOCTH.

Cnenuduyeckux MeTo0B NPOPUIAKTUKH 3200/ 1eBaHUs He cymiecTByeT. [Ipy Haqmyuu
HACJIeICTBEHHBbIX 3200/1eBaHNI B NIPeAbIAYIIMX MOKOJEHUAX WIH APYIrUX (GaKTOPOB PUCKA
00513aTeJIbHO MEIMKO-TeHETHYeCKOe KOHCYJIbTUPOBAHUE.
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CuHapom tpucomum X

IIpusHaxku 3a00/1eBaHuA:

Yame Bcero 00JbHbIE ¢ JAHHBIM CHHIPOMOM BBISBJISIOTCS CJAYYalHHO NIPH
00CJIeI0BAHUHU, TAK KAK OTKJIOHEHHUA OT HOPMBbI Y HUX BCTPeYarTcs peako. OQHAKO Y HEKOTOPbIX
BO3MO’KHO HAPYILIIEHHUE YMCTBEHHOI'0 PA3BUTHS M PENPOAYKTUBHOM PyHKIUU:

- BTIOPMYHAas aMEHOpesi — OTCYTCTBHE MEHCTPYALMH Y KEHIIUH € PeryJasipHbIM HUKJIOM;
AUCMEHOpess — HapyLIeHHue MEHCTPYAlUHH ¢ 00J1IMU BHU3Y KMBOTA; PAHHSAS MEHOIIAy3a — MOJIHAA
OCTAHOBKA MEHCTPYALUH Y KeHIIMH B pe3yJIbTaTe YrTHeTeHUs QYHKUMHA AUYHUKOB (3KEHCKHUX
MOJIOBBIX KeJle3).

JIunarHocruka:

OCHOBBIBaeTCS HA 00HapykeHHH 2-X Tesel bappa (moJioBoii X-XpoMaTuH) B KJIeTKaX CJIAM3UCTOH
POTOBOI MOJIOCTH MJIM Biaaraauma. Kapyorunuposanue.

IIporuo3 u npoguiakTuKa:

Kak npaBuJio, 1aHHBIM CHHIPOM JiedeHUs He TpedyeT. OIHAKO NMPH CHUKEHUH KEHCKUX
M0JIOBBIX TOPMOHOB He00X0AUMAa 3aMeCTUTeIbHAA Tepanus ropMmoHamu. Ilpu cHuxeHUn
HHTE/UIEKTA HA3HAYAKT HOOTPOIHbIE npenaparbl. EcTh pUCK pa3BUTHS MICHUX034.

B pesysabrare HapylIeHusI MEHCTPYaJbHOI0 HUKJIA, KOTOPBIH Yallle H3MEHSAETCH B pe3yJibTare
HEIOCTATOYHOCTH KEHCKHUX MOJOBBIX TOPMOHOB, MOT'YT OBITH NPO0JIeMBbI € 1eTOPOAHOH (PYyHKIIMEIA.




CUHOPOM «KOLWAYDBEIO KPUKA» — peneuunn
KOPOTKOro nae4ya xpomocombl 5 (5p-)

Ionynsimmonnas yacrora - 1:20000 — 1:50000 HoBopoKAEHHBIX
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OCHOBHbIE ®PEHOTUMNYECKUE MNPOAB/EHUA

HeoObIYHBIN KPUK WJIH 1124, HATIOMUHAKIINHA MAYKAHbE KOIIKH, IPUYNHOH
KOTOPOT0 ABJISIETCH U3MEHEHHE TOPTAHU (CY’KeHUe, MATKOCTh Xpsillleil, yMeHbIIeHHue
HA/ITOPTAHHUKA, HEOOBIYHAN CKJIAMYATOCTb CJAM3ZUCTOM 00010YKH) WM HEJOPA3BUTHE TOPTAHU.
IIpu3Hak ucye3aeT K KOHIY MEPBOIo rojaa *KU3HU.

Mukpouedasusi, aHTHUMOHTOJIOMAHBIN pa3pe3 a3, JYHOOOPa3Hoe JINIO0, INUPOKAS
MEePEeHOCHUIIa, HU3KO0 MOCAKeHHbIE 1e(OpMUPOBaAHHbIE YIIHbIe pakoBUHbI. Ha 1aoHsAX nMeeTcst
NnorepevYHasi CKJIaJAKAa, TAKKe XapAKTEePHbI KIUHOAAKTUINA UJIH CUHIAKTHIUSA. YMCTBEHHAs
O0TCTAJIOCTh CHJILHOM CTEIEeHM.

Kpome Toro, BcTpeyaroTcsi BpOKAEHHbIE MOPOKHU CepPAlla, KOCTHO-MbIIIEYHOMN
CHCTEeMbI U BHYTPEHHHUX OPraHOB, TUNEPTEIOPU3M (YBEJIMYECHHOE PACCTOSTHUE MEKY KAKUMM -
JIM00 MAPHBIMM OPTraHAMM — HANIPUMeEP, MeKAY BHYTPEHHUMH KPasiMH IVIa3HUI, TPYAHbIMHA
COCKaMM), SMUKAHTYC (BEPTHUKAJbHAS KOKHAA CKJIAJKA 0KOJI0 BHYTPEHHEI0 yIjia IJ1a3a, 00bIYHO
JABYCTOPOHHSIA).

JInarno3s moaTBePKAAETCH KAPHOJOTHYECKHUM HCCJIeI0BAHUEM C IPUMEHEHHEM OTHOTO
U3 MeTOoA0B HaeHTU(UKAIUN XpoMocoM. KiimHu4yeckasi KapTuHa CHHAPOMA H
NMPOAO/KUTEIbHOCTD KU3HHU JIIOAEH ¢ 3TUM CHHAPOMOM {0BOJIbHO CUJIbHO BAPbHUPYIOTCSH 1O
COYETAHMIO BPOXK/IAEHHBIX IOPOKOB PA3BUTHUA OPraHoB. JleueHue cumnromarndeckoe. [lokazannl
CpeacTBa, CTUMYJIHPYIOIHE IICUXOMOTOPHOE PA3BUTHE, JIeYEOHBIH MACCAXK M THMHACTUKA.




Cnacub6o 3a sBHumaHue!




