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e CBOWCTBO XXUBbIX OpraHn3mMoB

npuodbpeTartb B npoLecce
MHOMBMAOyanbHOro pa3BUTUSA
HOBbIE€ MPU3HAKMU 1 CBOUCTBA
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cpeabl




N3MeHYUBOCTb OpraHmama, BoO3HUKaroLWwasa e
non BrnMaHueM (hakTopoB BHELLHEU cpeabl
U He 3aTparmBarowias reHoOTUn,

Ha3biBaeTcA moanduKaLMoHHOMN

e Mopudukauuns —
HeHacnegcTtBeHHoe
N3MeHeHne eHoTuNa,
BO3HMKaloLLlee noa
BMUSHUEM  (PAKTOPOB
BHELLUHeW cpeabl




BapuaunoHHble KpuBble N3MEHYUBOCTU
MopdopyHKLUMOHASNbHbLIX NapamMeTpPoB LWKOSIbHUKOB

BapuaunoHHas KpuBasi UsSMEHYUBOCTU POCTA WIKOJIbHUKOB 14 neT

BapuaunoHHas KpuBasi UsSMEHYUMBOCTH Beca LWIKOJIbHUKOR 14 neT
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Hopma peakumn — cteneHb BapbUPOBaHUS :

npu3Haka unu npegesnbl MogudmKaLMoOHHON
N3MEeH4YUBOCTUN, OOyCrOBNeHHbIe reHOTUMOM

o Hacnepnyetca He
NpU3HaK Kak TakoBOW, a
ero CcnocobHOCTb
N3MEHSATBLCS B
npenenax Hopmbil
peakumun noa
BO3OENCTBUEM
doakTopOoB cpenbl




BbiBoAbI: .

o« 1. lNposiBNneHne npusHaka He BbIXOAUT 3a npeaenbl
HOPMbI peakLunn, KoTopasi onpeaenseTcs reHoTUNOoM.

e 2. Cpeau nokasarenem uU3MeHYUBOCTU AOaHHOIO
npu3Haka Yaule BcCero BCTpPevYalTCA cpeaHue
3HaJYeHud npu3Haka, a MUHUMalbHbIE n
MaKCUMarbHble NPOSIBNEHUA NPM3HaKa BCTPEYalTCA Kak
NUCKITHOYEHUS.

e 3. MoancdmauMOHHOW U3MEHYUBOCTU _ MPUCYLLN
cTaTucTnyeckue 3aKOHOMEpPHOCTU, cpeaHee 3Ha4YeHne
npusHaka oOHapyXuBaeTcss TOMNbKO MPU MacCOBbIX
noacyetax (Yem Oonblie gaHHbIX, TeM 0Ooree 4eTKo
NPOABNAETCA 3aKOHOMEPHOCTD).

e 4. MoaundukaumoHHass U3MEHYUBOCTb Urpaer
OFPOMHVYIO DOJiIb B MNPaKTUYECKOUN OeATeNnbHOCTU
yenoBeka (['eHeTuyeckne BO3IMOXHOCTU copTa 1 nopoabl
MaKCcMMarnbHO NPOSIBNSKOTCS B ONTUMarnbHbIX YCNOBUSIX).




OCHOBHbIEe XapaKTepucTuKu 443

MoandUKauMoHHOU U3SMEHYNUBOCTHU | ¢

o 1. 3aBucur ot
OKpYXaroLmnx yCcrioBumn.

e 2. Hocut rpynnosou
XapakTep.

o 3. 5Bnsercs
onpeaeneHHoM.

e 4. AmeeT
cTtatTucTtmnyeckKue
3dKOHOMEpPHOCTM.

o 5. Onpepensercs
HOPMOM peaKkuuu.




CpeaHAaa BeriM4MHa npu3Haka

V1 xpl1+V2xp2+ Vn X pn
M= m

e M- cpegHaa BeNU4YMHa,;

o V — BapuaHTa;

e Pp— YacTOTa BCTpPEYaEeMOCTMH;

e N- OOLLEee YNCIIO BapPUaHT;

e M —O0OLLee YNCII0O N3MEePEHUMN.




HacnepocrtBeHHan '+
(reHOTUNUMYeECKast) UBAMEHYUBOCTDb

o KombunHaTnBHas o MyTaumoHHas
e [eHHas
o XpomMocoMHas
e [eHOoMHas
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e Mopdo3 (ciydaiiHas (peHOTHIUYESCKAs
M3MEHYMBOCTh) — HEOOpATHUMEIE
M3MEHEHHUS (DEHOTHIIA, KOTOPHIC YEIIOBEK
[IOJIY4aeT B TEUCHUE KU3HU. BO3HUKAET
O] JCUCTBUEM CIIYYalHBIX BHCIITHUX
BO3JICUCTBUU: PAAHUALMOHHOE U3JIYUYECHHUE,
SKCTPEMATIBHO BBICOKHE WIIN HU3KHUE
TeMIEpaTypbl, OCOOCHHOCTH ITUTAHUS 1

AP.



XapaKTKPUCTUKU:

e 1. He umeeT nprucrocoOUTEIBHOTO
Xapakrepa;

e 2. Bo3HukaeT moa JIeMCTBUEM
HEOJIarONPHUSATHBIX UJIH
AKCTPEMaJbHBIX (DAKTOPOB BHEIITHEH
Cpelibl;

e 3. Bo3HMKaeT B pe3yJibTare

MYJIBTA(AKTOPHOIO BO3JICUCTBUS OKP.
Cpelibl HA OPTaHU3M;

e 4. BkirouyaeT U3MEHEHHUE HECKOJIbKUX
pPa3HBIX IIPU3HAKOB;

e 5. Bo3Hukaer Ha JIF0OO00OM dTAIIE
OHTOI'€HE3A.




e lleHETPaHTHOCTH — NMPOLEHT PEATU3aAIUU TEHA B
npu3HaK. [IeHeTpaHTHOCTH BBIPAKAECTCA OTHOIICHUEM
quciia 0C00EH Y KOTOPBIX MPOSIBIISICTCS NPU3HAK,
KOHTPOJIUPYEMbIN TAHHBIM T€HOM K YHCIY 0CO0EH y
KOTOPBIX UMEETCS 3TOT T€H, HO HE MIPOSABIISIETCS B
(denoturie. [Ipyu3Hak ¢ NOJHON NEHETPAHTHOCTHIO
IPOSBIISIETCA Y BCEX 0c00eH B monynsuu. [Ipru3Hak ¢
HEIIOJIHOHW IMTEHETPAHTHOCTBIO MPOSBIISAETCS TOJIBKO Y
4acTH 0COO€H, NPOSBICHNUE TAKUX HPHU3HAKOB MOXKET
3aBUCETH OT HECKOJIbKMX T€HOB WJIM OT YCJIOBUM
BHEIITHEU CPEIBI.




o DeHOKOMMUA — HEHACIIEAYEMOE U3MEHEHUE
(beHOTHIIa, KOTOPOE BO3ZHUKAET 110/ BIMSHUEM
BHCIIHUX (DPAKTOPOB ¥ CBOUM IIPOSIBICHUEM
MOJ00HO MyTaIlyM, Kak Obl MyTanusg. OEHOKOINH
— 3TO MOJAM(PHUKALIMH, KOTOPBIE COOTBETCTBYIOT
M3BECTHBIM MYyTAallUsIM.



o Ce30HHaAfl HBMEHYHBOCTh — JTO BHEIIIHEE OTIMYHNE O0COOEeH
pa3JIn4YHbIX IMOKOJICHUU OAHOI'O B A4, CYIICCTBYIOIINX B PA3HbIC
CC30HBI.

o Hanpumep, y 3alina 0e1sKka uMeeTcsl CE30HHas TOKPOBUTEIbCTBCHHAS
OKpacKa: OHHM O€JICIOT 3MMOM M TEMHEIOT Ha JIETO.

e MexanuzM GoOpMUPOBAHUS CE30HHOM OKPACKH Y 3TUX OPraHU3MOB
Takol. B 1ienu cuHTe3a MUrMeHTa MeJIaHWHA y4acTBYeT (DEPMEHT
THpO3MHa3a. Tupo3nHa3a y 3ania-0essika B pe3yabTare MyTaluu
CTAHOBUTCS HEAKTUBHOMU MPU BBICOKOW TEMIIEPATYPE, MOITOMY IIETIh
CUHTE3a MMUTMEHTA JIETOM IIpekpamaercs. M mocie oceHHeN JIMHbKU
Ha 3aMII€ OCTATC HEIMMMITMEHTUPOBAHHBIE BOJIOCHI. 3UMOU
TEMIIEpaTypa Cpelibl HU3Kasi, THPO3UHA3a AKTUBHA, UJET CUHTES
murMeHTa. [locne BeCeHHEN JIMHBbKU 3as1] CTAHOBUTCS CEPBIM.




e OKCHOpECCHsI T€Ha - pealu3alvs HaCJICACTBEHHOM
MH(DOPM., 3aKOAUPOBAHHOU B r'CHE, B
¢yHKIMOHanbHbIM npoaykr- PHK wim  Oenok.
CylIeCTBYIOT JIBa THIA PETrYIAlUAM SKCIPECCHUU
IT€HOB. MO3UWTHBHAs W HeraruBHas. l[lo3uTuBHas -
Korma — Ojmarojgapsi — JACHMCTBHUIO  CHEHM(PUYECKHX
PETYISATOPHBIX JJIEMEHTOB YPOBEHb JKCIIPECCUHU
T€HETHYECKOM MH(pOpMaLUU KOJIMYE€CTBEHHO
Bo3pacTacT. HeratnBHas - ypoOBEHb JKCHPECCHUU
Omarojgapsi  JACHWCTBHIO  HHBIX  PETYISTOPHBIX

JJICMCHTOB ITOHUZKACTCA.



KomOnnarusuass U3aAMeHYUBOCTb

- UI3BMEHUYUBOCTH CBSI3aHHASA C IPOLECCaMU
MIPOUCXOIAIMMHA TP MEMO3E U TIPU CIAUSAHUU IBYX
OTJIMYAKOIIUXCS APYT OT JApyra ramer.

Pe3yabTar: 00pa3yroTcss HOBbIC KOMOMHAILIMU T'€HOB,
KOTOPBIX HE OBLIO Y UCXOAHBIX POAUTEIICH, YTO
IIPUBOJMT K MOSBICHUIO HOBBIX IMPHU3HAKOB.



Mymauyuonnas usmeHuu6oCma

- 3TO BHOBb BO3HHUKAOIIIHE
M3MEHEHMS B HACJICICTBEHHBIX
CTPYKTYpax KJIETKU MO/I
BO3ICMCTBHEM (DAKTOPOB BHEIITHEH
WA BHYTPEHHEU CPEIBI.



MyTauun

- 3TO U3MEHEHUA T€HOTHUIIA, TPOUCXOAAIINE IO/
BJIMSTHUEM (DAKTOPOB BHEIIHEH Y BHYTPECHHEH
CpEIbI.

- PEAKHE, CIIYYaHO BO3ZHUKIIIUE, CTOUKHUE

N3MCHCHUN I'CHOTHIIA, 3aTPAI'MBAIOIIINC BCChb I'CHOM,
HCJIBIC XPOMOCOMBI, UX YACTH NJIN OTACIIbHBIC I'CHBI.



[ eHHas

(M3MeHeHMne

CTPYKTYpbI
reHa)

- NI3BMEHEeHWne
OHK

-- HapyLLEeHne
nopsiaka
HYKNeoTna0B

O

MyTauun

[eHOMHBIe XPOMOCOMHbIE

(M3MeHeHne CTPYKTypbl
(M3MeHeHne  xpomocom)

-noTepst yyacTtka
konnyectBa [ ToEER Y

XPOMOCOM B -YOBOeHWe pparmeHTa

Kapunotune) - XPoMocom
-- MOBOPOT YacTu
Xpomocom Ha 180
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MoOu/IbHBIE TEHETHYECKHE IJIEMEHThI — TPAHCIIO30HbI,

PETPOTPAHCIIO30HBI.

e TpaHcnO3WMIIMOHHAA AaKTUBHOCTh MID sdABIs€TCI OCHOBHOM

MIPUYMHOM BO3HUKHOBEHMS CIIOHTAHHBLIX MyTanuui. MI'D umeror
ONPENECICHHYIO CTPYKTYPHYIO OpraHu3alinio, Omaromapsi KOTOpou
MOTYT II€pEeMelaTbCsd B TEHOME Kak B M[peaeiax OIHOU
XpOMOCOMBI, TaK H MeEXAay xpoMocomamu. MID wumeror
CIIOCOOHOCTh YBEJIWYMBATh YHCIO KOMHAM B TEHOME XO34MHA,
BbI3bIBATH MYTAlLlMHA, BCTPAMBA’ICh B TE€HBI, CIYXUTh MNPUYUHOUN
XPOMOCOMHBIX MEPECTPOEK, BIMATH HA (PEPTHIBLHOCTH OCOOEH M
AK€ MPUBOJUTH OPraHu3M K TuOenn. TpaHCIo30HbI — MOOUIIBHBIE
nocnenoBarebHOCcTH JIHK, cmocoOHBIE K IEpeMEINIECHUSIM BHYTPH
T€HOMA. ¥ PETPOTPAHCIIO30HBI - DJIEMEHTHI TEHOMA, KOTOPBIE MOT'YT
CaMOBOCHPOU3BOAUTLCS B TE€HOME, OCYUIECTBIASA PEAKIUIO
0OpaTHOM TPAHCKPUIMIIUM.
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KNACCUDUKALIMA MYTALIUN | ::::

[10 MECTY BOSHUKHOBERHA

LN

[enepumugnyie - B TOTORHY
KIETKAR (TDOBNAOTCA
B CTETYROIHE MOKOTERHAR)

Comamuueckie - B KTETKAR
TENA (TEPENAKOTCA MOTOMKAM
TIpH OECTONOM pasMHORERHH)




KNACCUOUKALIUA MYTALIUN | :

IO XAPAKTEPY [IPOABIEHKA
JOMHHAaHTHEIE PEOCCCHEHEIC
NETANTBHEIE, MONYIeTATBHEE,
HECOEMECTHMEIE CHHXAOIIHE
C KXH3HBKO >KH3HECHOCOSHOCTB




KNACCUDUKALINSI MYTALMNA | 33

[0 QEHOTHIHECKONY [ROFBIERHN

VAR

Dot eCKue

Qumonociveckie

Hopgomzunecrue




KNACCUDUKALINA MYTALIMA | i
[0 BIHAHHN) HA AHOHECTIOCOBHOCTS

VAN A

Spedune
(emanhie
Al RORYBMIATER

Heiimpansne

Honemue




MymazaeHbI — (pakTopbl, Bbi3biBalOLWlne | seee

CTOMKME HacrieACTBEeHHbIe U3MEHEHUS B | ¢¢

opraHusme.

MYTATEHEI

PIinyecKue

Bce BUIH HOHUIHD YIO-
IHE H3NYYEHHH (TaMMa-

H PEHTTEHOBCKHE JYYH,
YIBTpat HONETOEOE

H3NYYEHHE, pagHalu),
BEICOKHE ¥ HH3KHE
TEMIIEPATYPEH

XHMIYecKHe

XHMHUYECKHE COENUHE-
HHA (KIPHT, 230 THCTAA
KHCIOTa, GopManbae-
THI U 1Ip.), HEKOTOPHIE
BHOMOMUMEPEL, TOKCH-
HH, JIEKApCTEa, A 0XH-
MHKATH

Buonormyeckne

Bupycu, baxre-
pHE, DONEsHHU




OcHo8HbIe xapakmepucmukKu 41

MymauyuoHHoU uaMeH4yusocmu
1. MyTaunmoHHble U3MEHEHUSA BO3HUKAIOT BHE3anko,
N B pe3yrnberaTte y opraHn3amMa rnosaBnsoTCcA HOBblE
CBOUCTBA.

2. MyTauum HacnegyrTcda 1 nepegaroTcs U3
NOKOJSIEHNSA B NOKOSIEHME.

3. Mytaumm He MMeloT HanpaBfeHHOro
Xapaktepa, TO eCTb Henb3d [OO0CTOBEPHO CKa3aTb,
Kako MMEHHO reH MYTUPYET Nod BO3AEUCTBUEM
MyTareHHoro gakrtopa.

4. MyTtauum MoryT 6bITb NONE3HBIMU UM BPEAHBIMU
Onsi opraHMama, AOMUHAHTHbIMU UMK
PELECCUBHbIMM.




Knaccndpukauma MOHOreHHbIX .
CUHAPOMOB

e [aK Kak nNposiBrieHNe MOHOIreHHbIX Done3Heu
3aBUCUT OT NpuUpoabl MyTaHTHOIO reHa,
CYLLEeCTBYET UX Knaccudpunkayms B
3aB1UCMMOCTW OT TUMNa HacrnegoBaHuUA.
BblioenarT ayTOCOMHO-AOMMHAHTHbIE,
ayTOCOMHO-peLeccuBHbIe, a Takke X-
cuenfieHHble MOHOIMeHHble CUHOPOMBbI.



AyTOCOMHO-OOMWHAHTHbIN TUN oo
HacrnenoBaHUA

XapaKTepU3yeTCs CICAYIOIIUMHU IIPU3HAKAMU:
OOJIbHBIC UMEIOTCS B KaXKJOM ITOKOJICHHU;
OO0JILHON pEOCHOK y OOJBbHBIX POJIUTEICH;
OOJICIOT B PaBHOM CTENCHU MYKYMUHBI U KCHIIUHDI;

IPOSBIICHUE MPU3HaKa (00JIC3HU) HAOIIOIAETC I10
BEPTHUKAJIN U 110 TOPU30HTAIH;

BepOsATHOCTH HacaenoBanus 100% (ecan XoTs ObI OJIMH
pPOAUTEh TOMO3UTOTEH), 75% (ecan 0ba poauTens
reTepo3uroTHbl) u 50% (ecnu oauH poaUTENb
TETEPO3UTOTEH ).



AyTOCOMHO-AOMMWHAHTHbIU TUN oco

HaclneaooBaHUSA .

e bpaxumakruius —
KOPOTKOITAJIOCTh, KOTOpas
BBIPAYKACTCS B YKOPOUCHUHN
(baJlaHTOBBIX KOCTEH Ha
MaJbliax.

o CymecrtByer 1enas rpyria
HACJICICTBECHHBIX
JTOMWHAHTHBIX
OpaxugaKTUINN, U3
KOTOPBIX CaAMOM TSXKEIOU
SABJISCTCS OpaXUIaKTUIUS
tuna b.

(u3 http://www.scorcher.ru)




o000
(X J
[
bpaxugakruiansg
o [lpnumHon 3aborieBaHnsa ABNAIOTCA Ideogran
reTepo3nroTHble Mytauun B reHe Eg%
TUPO3UH-KNHa3Horo peuentopa ROR2. 9§ e
e YCTaAHOBMNEHO, YTO 3TOT reH 9p 13
aKcnpeccupyeTca B octeobnacrax u QEﬁ
XOHOPOLUMTAX, NPUHMMAS y4acTme B UX by
Pa3MHOXEHUWN, CO3peBaAHUN U 9921
andodoepeHLnpoBKe. =
o [eH ROR2 nokannsoBaH B xpoMmocome 9931
9, B paioHe 9922, cocTouT u3 9 s

9K30HOB. 9434

(13 www.ncbi.nim.nih.gov)



PobunHoB cuHApOM :

k &/ http://www.snof.org |

e [OMO3UroTHbIE (QOMUHAHTHLIE U
peueccmBHbIE) MyTaLNU B reHe
ROR2 obycnaenueatoT POOMHOB
CUHOPOM, XapaKTepmayroLmnmncs
nopaxeHMemM KOHeYHOCTEWN No Tuny
bpaxmaoakTunmm B COBOKYMNHOCTU C
BOBJ1IEYEHMEM B MNaTONOrM4YeCKnm
npouecc ckerieta nmueBomn YyacTtu
yepena, pebep, N0O3BOHOYHUKA, a
TakXe nopaxeHnem psiga
BHYTPEHHNX OpraHoB (cepaue,
rnerkue, no4kun, NonoBLIE OpraHbl). )

o

.3-
\"}r

Bird Facies

(n3 www.medkaau.com)



AYyTOCOMHO-AOMWHAHTHbLIW TUN
HacrnenoBaHUA

o PeTuHobGnacroma — 3nokadecTBeHHasi ONyxorb 3MOPUOHaNbHOM
ceTyaTku rnasa. Bctpeyvaertca npumepHo y 1 HOBOPOXOEHHOIO Ha

15000 — 34000. TUunNnn4HbIMU ABNAKTCA MHOXECTBEHHbIe o4varu
OMNyXoJSieBOro pocra Ha cet4yaTke. bonbLUMHCTBO NaUMEHTOB

nornbatoT oT pacnpocTtpaHeHma onyxonu Ha LUHC no 3putensHomy

HepBy. 3aboneBaHne o0bbI4YHO NpeacTaBneHO CUMNTOMOM

“kowaybero rnasa” (benbin 3paqvok).

(n3 www.icoph.org)

(n3 www. galery.eyenews.ru)



o PeTnnHoOnacroma




PeTnHooOnacrtoma

ecrnun pebeHOK Hacneayet
MyTaHTHbIW annenbs reHa Rb,
TO BTOpasi Mytaums,
nponcxoasdilas yxe B
peTnHobnacTe, BeAeT K
obpa3oBaHuIo OMyXosnu.

Jlokyc RB1 pacnonoeH Ha
Xpomocome 13Qq 1 3aHMMaeT
okosnio 20 0000 n.H.

LinToreHeTn4yeckme metoabl
nokasasnu, YTo MHOorme cnydam
HacneacTBEHHbIX U
cnopagu4veckux popm
peTuHobNnacTMbl
conpoBOXAalTCA Aeneunen B
yyactke 13q14

Ideogran
Y5p 1S~

13p12 e
13p11,2 :@
gddy} -

13912 -

13913 .-

13914 —

13921

13922
13931
13932

13933
13934

(n3 www.ncbi.nlm.nih.gov)
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AyTOCOMHO-AOMMWHAHTHbIU TUN oco

HaclneaooBaHUSA .

e Herpodudpomaros - tsxenan
MHOTOCUCTEMHAs 00J1€3Hb.
Honmynsiumonnas yacrora - 1:3500
HOBOPO:KIeHHBbIX. ' eH KapTUpPOBaH
-17q 1.2. Cumnromaruka H®
pa3sHoo0pa3Ha, B NaTOJOrH4eCKUI
NMPOLECC BOBJIEKAITCH HECKOJIbKO
cucreM. /[iist 00JILHBIX XapaKTEePHbI
cJieyIonue OCHOBHbIE CHUMIITOMBI:
1) cBeTyIO-KOPUYHEBbIE MIATHA HA
KOKe; MUTMEeHTHbIE MSITHA b
MOSIBJISIIOTCS B IETCTBE, U MX YHCJIO
YBEJIMYHMBAETCA C BO3PACTOM; 2)
HaJIM4Me ABYX U 0oJiee
HeHpPoPuOpPOM; MX KOJIHYECTBO C
BO3PacTOM yBeJM4YNBaeTcs; 3)
MHOKeCTBEHHbIE, T0OX0KHEe HA
BECHYIIKHU MUTMEHTHbIE NATHA B
MOJAMbBIIIEYHOH IMKeE, IIaX0BOM
o01acTH, HA IPYIrUX YYACTKAaX TeJla
CO CKJIAJIKAMH.




Heupopuodpomaro3s

o Yaule HabnogaeTca HempodmndbpomaTos |
TMna (bonesHb PeknunHrayseHa). B aTom Ideogran
cny4yae MMerTCsl JOMUHAHTHbIE MyTaLum
B reHe NF1 (17q11.2), kogupytoLiem

17p13

6enok HelponNBGPOMUH. P

e OTOT DOENOK KOHTPOSIMPYET aKTUBHOCTb et |
GenkoB Ras, KoTopble B CBOI 04epedb 17212 1
PEryIIMpyroT pasrintdHblie aCleKTbl 17921 —
KneTo4yHou nponudoepauunn, 17422
andodoepeHLUpoBKM U MOpdonorun. gj;j :-

o Ras aBnawTca NpoToOHKOreHamMu u nx ey
NOCTOSAHHAA akTuBaLUUs BedeT K (¢ )

3110Ka4eCTBEHHOMY NEPEPOXKAEHUIO
KJ'I eTOK . (13 www.ncbi.nim.nih.gov)



o000
AyTOCOMHO-AOMMWHAHTHbIU TUN oo
HacneooBaHus
e AXOHIpOILIA3ZUA
(xonapoaucrpodus) —

JUCTIPONOPIHOHATBHASA
KAPJIMKOBOCTb. Y 00JIbHbIX
HAPYLIAKTCH POCT M pa3BUTHE
XpALIEBON TKAHU B dnIU(puU3ax
TPYOUYATHIX KOCTEH U B
OCHOBAHHM 4epena.

IHonyJassuuoHHAs YaCTOTA -
1:100000. /IeTn orcTawoT B
MOTOPHOM Pa3BUTHH,
HHTEJJICKT, KaK IPaBUJI0, HE
CTpajaer.

(u3 medarticle24.moslek.ru)



AXOHAPOILIA3UA

e aXOHAponnasns Bbi3blBaeTCH
MyTauMnen B reHe, KoaupyroLem
benok FGFR3 (peuenTtop 3 K
doakTopy pocta donubpobnacTtos).
[1pn aTOM TOYEYHOU MYyTaLUK
NponUCXogunT 3aMeHa: BMECTO
rmyumnHa B 380 NONoXXeHun y
benka FGFR3 HaxoauTcs
aPrMHUH.

o B Hopme benok FGFR3 yyacTtByet
B NpoLiecce ocTeoreHesa.

Ideogran

4p16 I
4p15.3
3Bﬁ§ g

(n3 www.ncbi.nlm.nih.gov)



AYyTOCOMHO-AOMWHAHTHbLIW TUN oot
HacnefoBaHUS

e Cwunopom MapdaHa
(apXHop,akTmnvl;l) OOonesHb,
NPUYNHOW KOTOPOM SIBSIETCS
MyTaums reHa benka ombpunnuHa
(15921). NMonynaumoHHagd
yacTtoTa-1:25000. Y 60nbHbIX
HapyLeH cuHTe3 benka
domnbpunnunuHa n coeguHnTeENbHas
TKaHb obnagaeT NoBbILLEHHON
pacTsXXnmocTbto. Hanbonee
cneymdounyecknmm ansd
OANarHOCTUKN SIBNSILOTCA
nopaxeHunst ONOPHO-
ABuraTtenbHOro annaparta, BbIBUX
XpycTanuka, NopoKn passuTus
cepaeyHo-cocyancTon CUCTEMBI
(4TO cocTaBndaeT KNnacCU4ecKyto

Tpuagy).

(n3 schools.
keldysh.ru)




AyTOCOMHO-peLecCUBHbLIN TUN oo
HacrneaoBaHUs

XapaKTEPU3YETCA CIACAYOIMMU NPU3HAKAMMU:
OOJIbHBIE HE B KaXKJIOM ITOKOJICHUH;

00JIbHOM PEeOCHOK (TOMO3HUTI0Ta) POXKIAAECTCS Y 3I0POBBIX
poauTeNen (reTepo3nUror);

OOJICIOT B PaBHOM CTCIICHU MY>KUYHUHBI U KCHIINHEL
IpOosIBICHUE ITpU3HaKa (00e3H1) HA0I0AaeTCs 110 TOPU30OHTAIN;

BEPOSTHOCTh HacneaoBanus 25% (ecau oda poauTes
reTepo3uroTHsl), S0% (ecnm oauH poAUTENIb TETEPO3UTOTEH, A
BTOPOUM TOMO3HUIOTEH IO peeCCUBHOMY npu3HaKy) u 100% (ecnu
00a poauTes peleCCUBHBIC TOMO3UTOTHI).



AJIBOMHUN3M

BPOKICHHOE OTCYTCTBHE MUTMEHTA KOXKHU, BOJIOC,
PaxyKHON M NUTMEHTHOMN 000J/104YeK IJ1a3a BCTPeYaercs B
PA3HBIX MOMYJIANMAX ¢ pasHor yacToTou - ot 1:5000 10
1:25000. OCHOBHBIMM KJIMHUYECCKUMHU NPOABICHUAMU
aJIbOMHU3MA B JIIOOOM BO3pacTe ABJISITCH OTCYTCTBUE
MEJIAHMHA B KJEeTKAaX KOKH (MOJIOYHO-0€e/IbIN ee 1BeT),
O0Y€Hb CBETJIbIe BOJIOCHI, CBETJ/IO-CEpasi UJIU CBETJIO-
rojiyoasi paayxkHasi 000/104Ka 1j1a3, KpaCHbIM 3pavyoK,
MOBBIIICHHAA YYBCTBUTEJIBHOCTHh K YP-00,1y4eHUIO

’ &‘v::*f !
AnebuHnam y yenoeexa

(dboTrorpachum oTua, MaTepu ¥ JOHEPU C NONHBIM anNbONHN3IMOM)
(no JlesoHTuH P., 1993)

#-Ji.




AJBLOMHU3M Yy NIPeACTABUTEIEH Pa3HbIX pac

(13 ru.wikipedia.org)




e ANLOVHU3M
yenoBekKka




Tunbl anbOHN3Ma

o [Na3okoXHbIN anbbuHM3M 1 A - camasa Taxenasa popma
anbbuHuama. OH nosiBNseTcs B pesyrisTate MUCCEHC,
HOHCEHC MyTauuin, MyTauumn OLLMOKN paMKnU CYHNTbIBAHUSA
B reHe TMpO3unHa3sbl Ha xpomocome 11 (11924).

e [NA30KOXHbIV anNnbOUHN3M 2 (TUPO3NH-MO3UTUBHbIN) -
Hanboriee pacnpocTpaHeHHbIW TN anbbMHM3Ma BO BCEX
pacax. OTo 3aborieBaHme Takke ayTOCOMHO-
peLeccuBHOE, HO fioKkanuayetcd Ha 15 xpomocome, B
otnnyme ot KA 1 (15911-13). B atom cny4ae
nopa)kaeTca reH, kogupyrowmmn P-npoTenH, a CUHTES
TUPO3MHa3bl OCTAETCA HOPMaSIbHbIM.



DeHUIKETOHYPUS

(D®KY) BcTpeuaercs ¢ yacrtoroit 1:6000 - 1:10
000.

BrI3BaHa MyTaiei rena, KOTOpbld OTBEYAET 3a
CUHTE3 IMEYEHOYHOTr0 (hepMEeHTa
(eHmnaaHUHTUAPOKCUIIA3hl. Tak Kak 3TOT
(depMeHT y OOJIbHBIX HEAKTUBEH, TO
(eHMaIaHUH HE TIPeBpaIaeTcs B TUPO3UH, a
HAKAIUIMBACTCSA B OPraHU3ME B BUJIE
(EeHWIMTUPOBUHOTPATHON KUCIIOTHI, SABISETCS
HEUPOTPOIHBIM SIJIOM, B PE3YJIBTATE YETO
MOBBIIIAIOTCS] BO30YIUMOCTbD, TOHYC MBIIIIII,
pa3BUBaIOTCA runeppedaekcus, Tpemop,
CYJIOPOXHBIE TIPUTTAJKU. XapPAKTEPHBIN MPU3HAK
— HAJINYKME «MBIIITUHOIO) 3amaxa OT O0JIbHOTO.

VY O0onbHBIX HAOIIOIMAETCA ci1adas IMUTrMEHTAIA
13-3a HapYIICHUS CHHTE3a MEJIaHHA.

(n3 apgenetica.blogspot.com)



DeHNIKETOHYPU A

Kpome Toro, obpasytotcst Takke nouTu
NOMNHOCTbLI OTCYTCTBYHOLLNE B HOPME
dheHnNaTUNaMmnH N opTodeHnnayeTar, N3bbITOK
KOTOPbIX BbI3bIBAET HapyLLleHne metabonmama
nunnaoB B rofTlOBHOM MO3re.

[MpeanonoXXmnTenbHo, 3TO U BeOET K
NPOrpPECCUPYIOLLLEMY CHUXKEHUIO MHTEMNeKTa y
Taknx OOSIbHbIX BNAOTb 40 UANOTUMN.
OKoHYaTesibHO MexaHn3M pa3BnTUA HapyLUEHNN
doyHKUMIN MO3ra npu OeHUNKETOHYPUN OCTaeTCH
HEACHbIM.

[eH dpeHunkeToHypun (PKU) nokanunsosaH B
onnHom nnede 12 xpomocowmbl (12g24.1).

Ideogran

12p13
12p12

il

12913

12914

124915

12921

12922

12923 ,
12924.1 i‘
12924.2
12924.3

(n3 www.ncbi.nim.nih.gov)



BpoxaeHHble HapyLwieHus 000

0000
o000
MeTabonuima peHunanaHMHa u ocs
o
TUPO3NHA
(Menniiatanul
l I'omorenruzuHoBas
Tuposun ' ™  KucJIOTa
i) 2 -3
Me JiaHui MdOymapar, aneroauerar
BOJIE3HD IHHPOSIBJIEHUS
1 Dennareronvpust  Tlopplenne vpoBHSI METAOOITHTOR (peHTa TaHHA
2 Tuposunemusi [ToBBIIIEHHE YPOBHST THPO3HHA
3 AJranronvpus [loBbiIeHe VPOBHSI TOMOT€HTH3HHOBOH KHCTOTDI

A AJTBOMHHGM OTCVTCTBHE METAHHHOBOIO THIMEHTA



[lporepus :

o bonbHble nporepunen
4acToO UMEIOT
XapaKkTepHbIU
BHELUHUW BUO: HU3KUU
POCT, OTHOCUTENBHO
bonbLuas ronosa u
YMEHbLLUEHHas
nuuesas YacTb
yepena

(13 http://ru.wikipedia.org)



[lporepus

e XapaKTepusyeTtca KOMMNNEKCOM U3MEHEHUU
KOXW U BHYTPEHHUX OpPraHos,
OOYCIOBMEHHbIX NPeXaeBpeMeEHHbIM
cTapeHunem opraHmama. OCHOBHbIMU
doopmamu sIBNAETCSA AeTCKada nporepus
(cnHgpom ['eTuynHCcoHa - [undopaa) u
nporepusi B3pocrbix (CMHApom BepHepa).



IeTckasa nporepus

o [lpnunHa getckou nporepun — mytaumm reHa LMNA,
kogupyowero namuH A (1g22). BeposaTHbIn Tyn
HacnegoBaHUA. ayTOCOMHO-PELIECCUBHbIN.
[MonynaunoHHaga yacTtoTa: meHee 1:250 000.

o fOepHble NamuHbl - UbpuUNNspHble 6enku,
obecneuvnBatone CTPYKTYPHYHO (OYHKLUIO N PErynsaumio
TPaHCKpUNUMn B Sape KrneTok.

o benkn sgepHon namuHbl y4aCcTBYOT B pa3HOODOpa3HbIX
dyHKUMSAX, BKIOYAd MEXaHNYECKY0 CTabUIbHOCTL A4pa,
perynauunto KneTto4dHoro uukna, pennukauuo OHK,
TpaHckpunuuio PHK, anonto3 un ctapeHue.



IeTckasa nporepus

e KIMHUYECKME NPU3HAKM MPOABAATCA OObIYHO HA 2—3-M
rogy *XmsHu. Pe3ko 3amennsaeTtca pocT pebeHka,
OTMeYaloTcs aTpouyeckme n3MeHeHUsa gepmeil,
NOLAKOXHOW KreTyaTku, 0COBEHHO Ha nuue, KOHEYHOCTAX.
Ko)xa NCTOH4YaeTCcH, CTaHOBUTCS CYyXOU, MOPLLMHNCTOM,
Ha TyroBuLLe MOryT ObITb CKIlepoaepmMonogobHble
o4aru, y4dactku runepnmrmeHtaummn. CKBo3b
MCTOHYEHHYIO KOXY NpocBeYMBaloT BeHbl. BHelwwHnn B
bornbHoro: bonbLasa royiosa, NoOHbIE OYrpbl BbICTYNAKOT
Hag ManeHbKNM 3a0CTPEHHbIM («MTUYBUMY) NULLOM C
KMOBOBUAHLIM HOCOM, HUXXHSAA YerntoCTb HegopassuTa.



IeTckasa nporepus

o CpeaHaa npoaomKNUTENbHOCTb XU3HU NP
aetckon nporepumn — 13 net. bonbLUMHCTBO
MCTOYHMKOB YKa3blBalOT BO3pacT CMepTU OT 7
00 27 neT, Npy 3TOM cryvyan OOCTUXEHUS
COBEPLLUEHHONETUNSA OYEHb PeaKu.



cuHgpom BepHepa :

o [lporepus B3pocCribIXx UMEET ayTOCOMHO-PELIECCUBHBIN TUM HacnegoBaHW4
(myTaummn B reHe WRN, nokannsosaHHOM B xpomocome 8p12-p11.2).

e MyTaunm B 3TOM reHe npmBoaAT K HapyLueHuntio pyHkunm OHK-renmkasbl, 4to
Bbi3blBAaeT HapyLueHune pennukauum n penapaunn OHK, akcnpeccum reHos,
YCKOPEHHOE YKOpPO4YeHMe TeriloMep U NOBbILLEHHYIO YyBCTBUTENLHOCTb
KIIETOK K arnonToasy.

3’-5’ exonuclease RecQ consensus RQC HRDC NLS
bp 232 I JLL L AL L asse
¥ SV A @ H @ ® OV TY8807HOSY O A
L T |
v

Splice
Mutation type TER FS/TER FSITER
Substitution &) L 3
Deletion v L 4
Insertion A FY
Unknown 15]

(n3 www.pathology.washington.edu)



AHK-renukasbl pacnnetarTt gsyxuenodedyHyro HK, yto aBnserca ::::
HeoOXoaUMbIM yCrnoBueM Ans 60SbLUMHCTBA MOJIEKYIIAPHO- 00

reHeTU4Yeckux npoueccoB: pennukauma AHK, Tpanckpunuua PHK n :'
penapauusa OHK.

DNA primase
RNA primer

DNA ligase
DNA Polymerase (Poke)

IRILT iy

Okazakl fragment

ORI

DNA Polymerase (Pold)
Helicase

Single strand,
Binding proteins

Laqgmg ‘
strand |

I'/

\JII!I A

Topoisomerase

l.eadmg
smnd

(n3 en.wikipedia.org)



cuHgpom BepHepa :

KnnHunyeckun 3abonesaHune
NposiBNsAeTca B Nepmnon nonoBoro
co3peBaHusa. OTmevatoTcs
3amMesieHHbIN POCT, TMNOroHaan3Mm.
OB6bI4YHO Ha TPETLEM AECATUNETUMN
XXN3HWN Yy DOSbHOIo ceaeroT U
BbINagatoT BOMOCHI, pa3BMUBaETCH
KaTapakta, NOCTENEeHHO
NCTOHYAaETCS KoXa 1 atpodupyetca
NOAKOXKHAasA KneTyaTka Ha nvue n
KOHEYHOCTAX, BCNEACTBUE YETO PYKU
N 0CODEHHO HOMM CTaHOBATCH
TOHKUMM.

bonbHble NpexaeBpeMEHHO
nornbatot Nnbo ot paka, nmbo ot WS patient age 15 yrs | WS patient age 48 yrs
cepae4YHO-CoCyancTon naTtonormu.
CpeaHsas NpoAomMKNTENBHOCTb
XWU3HU Npu gaHHOM 3aboneBaHun —
40-50 ner.

(13 http://moikompas.ru)



CuHapom bnyma

O6ycrnoBrieH myTaunsamm B
reHe BLM, npuHagnexatlyem K
reHam JHK-renukas. Tun
HacnenoBaHUA — ayTOCOMHO-
peueccueHbln (19913.3).

Y 60nbHbIX OTMEYaETCS
rMnepyyBCTBUTENBHOCTb K
yrnesTpaduonery,
NMMMYyHOOEePNLMNT,
MariopoCnoCcTb, OCTEOCAPKOMBI
(aBnsowmecs NnpUYNHOm
cmepTun go 30 ner).

CUHOPOM XapaKTepunlyeTcH
HECTabUNbHOCTbIO reHOMa U
NnoBblILULEHHBIM PUCKOM
KaHUeporeHeaa.

(13 http://moikompas.ru)



Kcepoaepma nurMmeHTHAS

Koska 00JbHBIX TUTMEHTHOM
KCepoaepMoii o0j1agaeT
TTOBBIILICHHOU
YyBCTBUTEIBHOCTHIO K THEBHOMY
CBETY (YAbTpadHOJIETY), UTO
MPOSIBJISCTCS B BUJIE
(hoTOEepMaTO30B, BKJIIOUAsl pak
KOXH.

[TonmynAanuroHHasa yacTtora -
npuOIM3uTeNIbHO 1 ciiydaii Ha
50-500 TBIC. HOBOPOXKICHHBIX.

C OpucOeIMHEHNEM PAKOBBIX
3a00JIeBaHMI, MOXKET HACTYIIUTh
CMEPTEIIbHBIN UCXO B BO3pacCTe
10 20 aet (2/3 60abHBIX
moru0aroT B Bo3pacte 10 15 er).




Kcepoaepma nurMeHTHAsA

o 3abonieBaHme Bbl3bIBAETCHA FrEHETUYECKUMM
nedeKkTamMmm paHHero arana 3KkCUmM3noOHHOW
penapauun HyKneoTnaoos.

o CyulecTBYyeT ceMb KOMMIIEMEHTAPHbIX rpynn
reHOB NUrMeHTHOM Kcepoaepmbl (0T XPA ao
XPG), nokanm3oBaHHbLIX B pa3HbIX
XpomMocoMax.



000
0000
o000
o000
o0
~ ®
Tnbl NUrMeHTHOU KcepoaepMbl
Gene Locus Also known as/Description
XPA 9g22.3 Xeroderma pigmentosum group A. Classical form of XP.
XPB 2921 Xeroderma pigmentosum group B.
XPC 3p25 Xeroderma pigmentosum group C.
XPD ERCC6 19913.2-913.3 Xeroderma pigmentosum group D or De Sanctis-Cacchione
10911 syndrome. De Sanctis-Cacchione syndrome can be considered a
subtype of XPD.
DDB2 11p12-p11 Xeroderma pigmentosum group E.
ERCC4 16p13.3-p13.13 Xeroderma pigmentosum group F.
RAD2 ERCC5 13933 Xeroderma pigmentosum group G and COFS syndrome type 3.
POLH 6p21.1-p12
Xeroderma pigmentosum variant. XPV




AHeMuna ®aHKOHU ooo
(Fanconi anemia)

« PasBuBaetca y geten B Bo3pacTte oT 4
0o 10 net. XapaktepuaytoTcs
annasmen KOCTHOro mMoara u
naHUMTONEHNEN (aHEMUS,
HEUTPOLNTONEHNS, TPOMBOLIMTONEHNS)
B COYETAHUM C PSIAOM COMaTUYECKUX U
MeTabonnyecknx HapyLLEHNN:
3aJep>XKown pocTa, gedekramm
doopMupoBaHuA ckeneta
(Mukpouedanua v ap.), rmas, yWwHbIX
pakoBWH, cepaua, HepBOB,
MOYENOSIOBOro U Xesyao4yHo-
KMLLEYHOro TPakToB, MMNOroHagn3mMom,
rmnonnasmven noYeKk NIn ceneseHkKu.

e OTMeYaeTcs NPeapacrnonoXeHHOCTb K
3roKayeCcTBEeHHbIM
HOBOOGpa3oBaHUsAM, OCOBEHHO K
OCTPOMY MMENosienkosy, KOTopbl B
52% cny4asax pasBnBaeTcs B Bo3pacTe
0o 40 ner.

(13 meduniver.com)



AHemuss ®aHKOHU

Bcero n3sectHo 7/ reHos,
CNOCOOHbIX NPUBOANTDL K
aHeMmunmn daHkoHU: FancA,
FancB, FancC, FancD,
Fanck, FancF n FancG.
[TpOoaYKTbl 3TUX FrEHOB
doocpopunupyrotca ATM
N y4acTBYIOT B
penapauun OHK v
3agepxke S-casbl
KINeTo4YHOoro uukna.

S Phase Arrest DNA Repair

t Ionizing Radiation )
@ :,.;.v‘ h .‘
7 . '. 3
"\" : ‘5'

DNA Damage

(13 http://moikompas.ru)



AHeMmunss PaHKOHM

AHemuna PaHKOHU KaK u

npeablayLmne 3abonesaHus (c.

bnyma, nurmeHTHas
Kcepogepma, aTakCcusi-
TENaHrMaKTasnsl) OTHOCATCS K
pa3psaay HacrneacTBeHHbIX
CUHOPOMOB C NOBbILLEHHON
XPOMOCOMHOM
HECTabUNbHOCTLIO.

TunuyHble abeppaunu
XpomMaTuaHoro Tmna
(XpomaTugHble OOMEH®I),
pPeErncTpmpyemMole B KneTkax
OonbHbIX aHeMmnen PaHKOHM.

(n3 www.ncbi.nlm.nih.gov)



Ponb Tenomep B cTapeHuu

Bo MHOrmnx knetkax yenoBeka
yTpara CrocOBOHOCTU KNETOK K
OeneHuno cBa3aHa C ytTpartomn
TENOMEpP Ha KOHLax
XPOMOCOM, KOTOpbIE
yTpaymBatoTca nocne
onpeaeriEHHOro Kornn4yecTea
aOeneHnn. 3To NPOUCXoauT m3s-
3a OTCYTCTBUA (pepMeHTa
Tenomepasbl, KOTOPbIN
0ObIYHO 3KCNpeccHpyeTcs
TONBLKO B 3apOAbILLEBLIX U
CTBOJSIOBbIX KINeTKax.

(n3 www.vokrugsveta.ru)



O6Lwmre NpUYNHBLI CUHOPOMOB
npexaeBpeMeHHOro cTapeHus

o HapylieHune cBoiicTB Tenomep, XxpomaTuHa u

KneTo4YHoro aapa

o HapyweHue penapauunn n pennukaunm JHK,
reHeTn4yeckasa HecTaburibHOCTb

o HapylweHune akcnpeccun reHoB

o PennukatneBHoe ctapeHue

o [loBbILLEHHAS HYyBCTBUTEJIbHOCTDb KJ1IETOK K

anonToay.

BnonHe BEPOATHO, HUTO T€ X€ CaMbl€ MEXaHN3MbI

3a4encTBOBaHbl B "HOpManbHOM" CTapeHUn.



X-cuenrfnieHHbIN peuecCUBHbLIU TUM .
HacnenoBaHUS

XapaKkTepusyeTcs cneayrowmmMm npuaHakamu:

o OOnNbHbIE NOABMAIOTCH HE B KAXXO0M MOKOSIEHUU;

o OONbLHOU pebeHOoK poXXaaeTcs y 300POBLIX POAUTESEWN;
o 0OONeT NPENMYLLIECTBEHHO MYXXUYUHBI;

o npogsrieHne 6onesHn HabngaeTcs NPENMYLLIECTBEHHO
No ropusoHTanu;

e BEPOATHOCTb HacriegoBaHus - y 25% Bcex OeTeun, B TOM
yucne y 50% marnb4umKos;

e 300pPOBblE MYX4YUNHbI HE NepenaroT bonesHu.



JlaabTOHHM3M

- YaCTUYHAA IBETOBAA CJIeN0TAa, OAMH U3 BUI0B
HAPYIIEHMA LBETOBOIO 3peHus. /I. BnepBbie onucan B 1794
k. JlaibTOHOM, KOTOPBIA CaM CTPAAAJI ITUM
HET0CTATKOM.

. Becrpedaercst y 8% myxkuuH u 'y 0,5% KeHIuH.
IIpeamnosaraercsi, 4To0 B CeTYATOM 000/10UKe IJ1a3a
CYLIECTBYIOT TPH JIEMEHTA, KAXKABIM U3 KOTOPbIX
BOCIIPUHUMAET TOJbKO OJ{UH U3 TPEX OCHOBHBIX IIBETOB
(KpacHbIi, 3eJIEHbIH, (PHOJIETOBBIN), CMEIIIEHUEM KOTOPBIX
MOJIYYAKTCH BCe BOCIIPMHUMAaEeMble HOPMAJbHbIM IJ1a30M
OTTEHKH. ITO - HOPMAJIbHOE, T. H. TPUXPOMATHYECKOE
uBeToomyuenue. Ipu BoImageHu OJHOIO U3 ITHX
3JICMEHTOB HACTYNAeT YACTUYHAS H{BETOBAS CJIeNOoTa —
AUXPOMAa3HL.






I'emouiausa A

e - THIKeJIOE 3200/1IeBaHUE, 00YCJI0OBJICHHOE 1e(PeKTOM
(pakropa VIII cBeproiBanus kpoBu. Becrpeuaercs ¢
yacToToi 1:2500 HOBOPOXKAEHHBIX MAJIBYUKOB. ['eH
PAacCnoJIOkKeH B INIMHHOM ILIedYe X-XpoMocoMbl (X(238),
CTPYKTYPA ero yCTaHOBJIeHA. 3a00/1eBaHMe PACIIO3HACTCH
O00BIYHO HA 2-3-M roay *KusHu. /1Ji1 Hero xapaxkTepHbI
MHOKeCTBeHHbIe remaTombl. IIpeodaagaror
KPOBOU3JIUSHUA B KPYIIHbIE CYCTABbI KOHCYHOCTEH,
MOAKOKHbIC, BHYTPHM- M MEKMbIILICYHbIE [€MATOMBbI,
KPOBOTEYECHHUS NPU TPABMAX U XUPYPIrUIECKHUX
BMeEIIATEJIbCTBAX, HAJIMYHUE KPOBH B MOYe.
KpoBousiMsiHUA B MOJIOCTh CYyCTABOB IPUBOIAT K
PA3BUTHIO CTOMKOM UX TYTOMOABHUKHOCTH HU3-3a
0CTE0aAPTPO30B (Pa3BUTHE COCTIUHUTEIbHON TKAHU B
cycraBax).



Muoaucrpodusa /Iro1eHHa

e - TSIKeJ0e€ 3a00/1eBaHue,
NPOSIBJIAIONIECECH MbIIIEYHOMN
¢J1a00CTBHI0 ¥ MOBBIIIEHHBIM
COJIEP:KAHUEM B IJIa3Me KPOBH
KpeaTuH(OCPOKUHA3DI.
DeHOTUIINYECKH 3200/IeBaHHE
nposiBisiercs "'yruHou'' moxoakoi,
pPa3BUBaETCs MOSICHUYHBIH JIOPI03,
KPbLIOBUIHOCTH JionaTok. ITo3xke,
00BIYHO Yepe3 HECKOJIbKO JIeT,
Pa3BUBAIOTCH 00€3IBHUKEHHOCTbD.
Atpoduuecknii npouecc
Pa3BUBAETCS U B Cepale
(kapamomuonarus). Ocrpas
cepaeyHasi HeIOCTATOYHOCTh
SIBJISIETCS MPUYMHOM JIeTAJTBHBIX
UCcxo10B. IIpoao/IKUTEIBbHOCTH
KU3HU 00JbHBIX - 20-35 JseT.

(3 C.1.Ko3zmnoBa u ap., 1996)



o MbiweyHan
anctpodusa
[oweHHa:
ncesporuneptTpodpus
MKPOHOXHbIX MbILLL,
paAa
nocnepnoBaTesibHbIX
ABWXEHUN Npw
NMPUHATUN
BepPTUKaANbHOro
NOJSI0XXeHUs
(cMMnNTOM «JeCTHHU
LbI»).




X-cuenrneHHbIN AOMWUHAHTHbLIN TUN .
HacnegoBaHUSA

CXOJICH C ayTOCOMHO-JOMMHAHTHBIM, 34
HMCKJIFOYCHHUEM TOT0, YTO MY>KYMHA NEPEAAECT dTOT
IIPU3HAK TOJILKO JOYEPSM (T.K. CBIHOBBS
MOJIy4aroT OT OTHa Y-xpomocoMmy). Ilpumepamu
TaKUX 3a00JICBAHUM SIBIISIFOTCS:

e | Wnonurazus smManau - pe3Koe UCTOHYCHUE dMAJIH,
COIIPOBOKAAOIICECS N3MEHEHUEM IIBETA 3y0O0B.
[IsaTHA ¥ 1ePEKTHI pa3IMIHON (DOPMBI
MOSBIISIFOTCS HA 3y0aX CHMMETPHYHO.



Paxur, pe3ucTeHTHBIN K BUTAMUHY D

o I[Ipoucxogur HapylIeHUE MHOTHUX
BHJI0B OOMEHA BEIIECTB, YTO
IPUBOJUT K HAPYIICHUIO
KOCTEOOpa30BaHUs U U3MECHEHHIO
(YHKIHM pa3IuyHbIX OPraHoB U
cucteM. OOBIYHO HUCKPUBIICHUE
JTMHHBIX TPyOUaThIX KOCTEH;
rOJICHOCTOITHBIE U KOJICHHBIC
CycTaBbl aeopmMupoBaHsl. B
KPOBHY — HECOOBIYHO HU3Kas
KOHILIEHTpAIMSI HEOPraHUYECKOTO
docdopa (runodocdaremusi).

(u3 C.M.Kosmosa i ap., 1996)



e CnHgpom
MapdaHa




o YBenuyeHue A
XUBOTa y pebeHKa
C FMUKOreHO30M.
Ha no3gHen
cTaguv pa3BuUTuUA
HabnrparoTCcA
MHOXeCTBEeHHbIe

aAedopmauun

CcKeJieTa




e a - HOBOPOXAOEHHaA
AeBOYKa C
OBOUCTBEHHbIM
CTPOEHUEM HaPYXHbIX
NONIOBbLIX OPraHoOB;

e« 6 — peBoYka 1,5 netc
BUpUNun3auueun
HapyXHbIX reHUTaNnn




e CHapom
JaBapAaca




e Kuctb 6onbHoOro c 0000
CUHOPOMOM
Tpucomuun 18
(xapakTepHoe
pacnonoXxeHue
nanbues).




o [leTn c cuHapomMom s
IayHa. A - e
eBponeouAa, b -

HerpowuAa, B -

npeacrtaBuTenb
a3naTCKou pachbl.
OGLuMe NpPU3HaKM |
cuHpgpoma [layHa
oonee 3aMeTHbI,
4yeM pacoBble
pa3nnyuns.




e BHewHnn Bng 6onbHoun
C CUHOPOMOM
LLlepeLueBCKOro—
TepHepa (BblpaXXeHHbIN
LUEUHbIN MTePUTUYM;
LUMpPOKaA rpyaHas
KFeTKa; COCKMU
MOJIOYHbIX Xere3
rMNonfacTU4HbI,
pacnosioXXeHbl KHaPYXu
OT cpeaHeUn KIN4Yn4yHoun
FINHUN).




120
110
100

. BonesHb of ¥
LLepewesckoro — & A& 4
TepHepa. 187

OcoOeHHOCTH
TernocrnoXeHus



e BHewHun B
6onbHOro ¢
CUHOPOMOM
KnanHdgenbrepa
(BbICOKMM pPOCT,
HenponopuMoHanbHO
ANUHHbIE
KOHEYHOCTM,
dbeMnHu3npoBaHHoOeE
TenocrnoxeHue) (47,
XXY).




e CuHgpom Tetpacomumn X
(48, XXXX).




e BHewHun B
OonbHOro c
CUHOPOMOM TpUCOMUM |
no 13 xpomocome
(cundpom Opbenu):a =
— aHOManuu nuua; 6 —
OBYCTOPOHHSAN B
NOSINCUHOAKTUNINSA
cTon. |




Cnacub60 3a BHUMaHue

http://go.funpic.hu




