llumo2eHemuka uenoBeka: xpomocombl, i

HacnegcmBenHocmb U 3gopobue

Kak xpomocomol Bausilom Ha pa3Bumue, HacregcmBeHHOCMb U MeguuuHckud ’
guazHo3

T




Xpomocombli kak kalou k HacnegcmBenHocmu u guazHocmuke

[ToHUMaHUe XpomMocoM U3MeHUAO buoaozulo: cmaao ficHo, 2ge
Haxogamcs 2eHbl, kak nepegalomcs npugHaku u nouemy
Bo3Hukalom Hekomopoie HacAegcmBeHHble CUHgpOMb.
IMeHHO noamomy uumozeHemuka cmana BaxkHou uacmolo
coBpemeHHOU MeguuuHbI U guazHocmuku.




XpomocomHblil Habop uenoBeka

|

AunaougHoil Habop

B comamuueckux kaemkax uenoBeka oboiuHo cogepkumcs 46 xpomocom,
06veguHEHHbIX B 23 napol. Takol Habop Ha3bliBalom gunAougHbIM

U oH 0becneuyuBaem co2aacoBanHylo pabomy Becex knemok u op2aHoB.

AymocoMmbl u nonoBuie XpomMocoMmbl
13 23 nap 22 napbl — aymocoMbl, @ 0gHa napa onpegeasem noA. Y }KeHWuH
kapuomun 06bluHo 0603Haualom kak 46, XX, y my)kuuH — kak 46, XY.

3HaueHue HopMbl

CmabunbHOE YUCAO XPOMOCOM HEOBXOGUMO gASt HOpMaAbHO20 pa3Bumus
op2aHu3ma. Aloboe omkaoHeHUE 0m 3mo20 Habopa MoXkem Hapywamb
dpopmupoBanue mkaned u npuBogumb k HacnegcmBeHHbIM CUHgpOMaM
uAu BpoXkgéHHbIM 0COBEHHOCMSIM.




CmpoeHue xpomocoMbl U ypoBHu ynakoBku AHK

— XpoMamuga u ueHmpomepa

B memadga3e ka)kgas xpomocoma cocmoum

u3 gByx cecmpuHckux xpomamug, COeguUHEHHbIX

ueHmpomepou. ImeHHo ama cmpykmypa
geAaem XpoMOCOMbl XOPOWO pa3Au4yuMbIMu
npu Mukpockonuueckom uccaegoBaHuu.

[lAeyu Xpomocombl

Ha xpomocome Boigeastom kopomkoe naeuo p
U gAUHHOE nAeuo g. Takoe geaeHue nomo2aem
MOYHO onucbiBamb nepecmpouku

u yka3biBamo, 8 kakot uacmu xpomocombi
NPOU30LWAO U3MEHEHUE.,

Tenomepol

Tenomepbl pacnoaazalomces Ha koHuax
XpoMocoM U 3awuwalom ux om noBpexgeHul
U CAUSIHUSI C gpy2uMu Xpomocomamu. baazogaps
UM coxpaHsiemcs ycmotuuBocmo
2eHemuuecko2o Mamepuana npu geAeHuu
knemok.

— YnakoBka AHK

AHK 8 agpe ynakoBana noamanHo:
gBoliHas cnupanb cBopauuBaemcs

B HykneocoMmbl, 3amem B xpomamuH u,
HakoHeu, B komnakmHylo Memada3Hylo
XpOMOCOMY.

[pakmuueckoe 3HaueHue

Yem nnomHee ynakoBana AHK, mem Ayuwe
knemka peayaupyem gocmyn k 2eHam u mem
ygobHee aHaAu3upoBamb XpoMoCOMbl

B Aabopamopuu npu ugyyeHuu
HacAegecmBeHHbIX HapyweHuU.




[TocanegoBamenobHocmb AabopamopHbix 3mano8, no3Boaalowas yBugeme xpomocoMbl u cpaBHUMb ux ¢ Hopmol

Kynbtypa MNOTOHUS
BBBB CTUMYNALMS MeTtadasa OCTaHOBKa r OkpalumBaHue aHanus Mukpockonusi

Kapuorpamma
KIeToK n pukcaums




Memogoi okpawuBaHus u aHaAu3a xpomocoMm

1

G-okpawuBaHue

[Mocae 0bpabomku mpuncuHom u kpacumenem
[umM3a Ha xpomocoMmax nosiBastomcs
yepegylowuecs mémHole u cBemable NOAOCHL.
3dmom cnocob HauboAee pacnpocmpaHeH

B knaccuueckom kapuomunupoBanuu.

Apy2aue memogol okpacku

Q-, R- u C-memogol nomo2alom no-pa3Homy
Boigeasimb yuacmku xpoMamuHa u ymouHsimo
0co6eHHOCMU 0MgeAbHbIX XpoMocoM. OHU
noAe3Hol npu cpaBHeHuu cAokHbIX nepecmpoek
U CNOpHbIX pe3yAbmamoB.

FISH

FISH ucnoaw3yem meueHolie AHK-30HgbI, komopole
cBa3bi16alomces ¢ HykHbIMU yuacmkamu xpomocom.
Memog no3Boasiem boicmpo obHapykuBameo
koHkpemHbie nepecmpouku u Mukpogeaeuuu,

gake ecAu oHU nAoxo BugHbl npu obbluHOO okpacke.

4

MukpoMampuuHblll aHaAu3
MukpomampuuHbil aHaAu3 BoisBasem nomepu
u gynAaukauyuu HeboAbwux yuacmkoB 2eHoma
no MHOXkecmBy mapkepoB. OH 0CObEHHO UEHEH,
ko2ga mpebyemcs Hatlmu meAkue u3MeHeHus,
He 3amemHble B cBemoBom Mukpockone.

Bbibop Memoga

Aabopamopus nogbupaem memog B 3aBucumocmu
om 3agauu: yBugemb Becb Habop xpomocoM,
npoBepumb koHkpemHblit yuacmok uau Hatimu
HeboAbwylo nepecmpotiky. Yacmo memogol
gonoAHslom gpya gpyaa.



OcHoBHble munel XpoMOCOMHbIX HapyWeHuil

Tabauua noka3oiBaem gBa 2naBHoix knacca
HapyweHul U ux npoucxoXgeHue: U3MEHEHUE
yucAa xpomocom u nepecmpotky ux yuacmkoB.

HucaoBole HapyweHus cBs3aHbl

¢ konuuecmBom xpomocom, a cmpykmypHole —
C UX UueAocmHocmblo; 06a muna mo2ym
cepbezHo BAusmb Ha pa3Bumue op2aHu3ma.

0606weHue no ocHoBam yumozenemuku
yenoBeka




CpaBHeHue pacnpocmpaseHHocmu Haubonee u3BecmHuix aHeynaouguil

Nokagamenu omparxalom opueHmupoBourylo B Uscrora
yacmomy poxgeHus gemed ¢ yka3aHHbIMU 10,000

HapyweHusmu u no3Boadlom cpaBHuBamo 9,000
UX pacnpocmpaHEéHHocmb B ogHou wkane. 8,000

7,000
Haubonee uacmol u3 nepeyuuCcAeHHbIX 6,000
aHeynaougul ocmaémcs mpucomus 21; gaxke iggg
pegkue cuHgpombl Bcmpeualomces - 000
gocmamouHo yacmo, Umobbl UMEMb 3HAUUMOE - 000
MeguuuHckoe 3HaueHue. 1 000 -

o I I

OpueHmupoBouHsie ouenku yuacmomel cpegu
HoBopoXkgEHHbIX, ucnoAwb3yeMble B yuebHol
u knuHuueckol naumepamype

wa 22 219 al ep2 ep?
oneo™” oneo™ Tpreo™” c;mHP\ o TP et 4
oW
cwnpP




Cungpom AayHa kak npumep mpucomuu

[puyuHa

CuHgpom AayHa cBs3aH
C gonoAHUMeAbHou 21-
xpomocomol: kapuomun
MoXkem 3anucbiBambcs

kak 47, XX, +21 uau 47, XY, +21.

Yawe Bcezo amo pegyAsmam
HepacxoXgeHust XpoMOoCOoM
B mello3e.

[posBaeHus

At cuHgpoma xapakmepHol
y3HaBaemble ocobeHHOCMU
BHewHoCcMU, MbllWweyHas
2unomoHus, 3agepxka
ncuxuueckoao

u puguueckozo pazBumus,

a makyke noBoiweHHbIU puck

BporkgéHHbix nopokoB cepgua.

AuazHocmuueckas
UEHHOCMbL

Jdmom cuHgpoM cmaa
kaaccuueckum npumepom mozo,
kak ugmMeHeHue uucAa XxpomMocom

BAusiem Ha pagBumue op2aHu3ma.

OH HaznsgHO noka3biBaem
JHaueHue yumozeHemuku

gASl MegUUUHbI U 2eHemuueckozo
koHcyAomupoBaHus.

Nogxog k uenoBeky
BaxkHo paccmampuBamo
CUHgPOM He moAbko

kak guazHo3,

Ho u kak ocobeHHOCMb
pa3Bumus, mpebylowylo
MeguuuHcko2o
conpoBokgeHus,
yBakumeAbH020 omHoWweHus

u uHguBugyaneHot noggepkku.

Bogpacm Mmamepu
Puck pokgeHus pebéHka
C mpucomuet 21
yBeauuuBaemcs

¢ Bo3pacmom mamepu,
ogHako 6oAbiuHCMBo
cAyyaeB Bo3gHukaem
CNOHMAaHHO U He cBs3aHo

C ceMelHbIM HacAegoBaHueM.

od #

2B



XpoMocoMHbie CuHgpoMbl, cBsi3aHHbIe ¢ nonoBbIMU XpoMocoMaMu

06bluHO cBg3aH ¢ kapuomunom 45,
X u Bcmpeuaemcs y geBouek.
XapakmepHbl Hugkul pocm,
Hegopa3Bumue suuHukoB
u becnaogue; npu Mo3auuHbIX
dhopmax npu3Haku Hepegko
BoipaXkeHo! crabee.
CuHgpom TepHepa

[1pu Mo3auuyu3me B op2aHu3me
cocyw,ecmBylom HopMaAbHbIe
U U3MEHEHHbIE KAEMOUHbIE AUHUU.
13-3a 3mo20 nposiBAaeHus
cuHgpomoB Mo2ym bbimb MeHee
3aMEMHbIMU U CUAbHO
pagAuYambCes y pa3Hoix Aloged.
Mo3auuHoble BapuaHmol

06biuHo umeem kapuomun 47, XXY
u Bcmpeuaemcs y ManouukoB.
OH cBsi3aH ¢ Boicokum pocmom,
cHwkeHuem dpyHkuuu noroBoix
ene3 u 6o3moXkHbIMU
mpygHocmsamu B obyueHuu.
Cungpom KnaluiHdpeabmepa




Kak oguH op2aHu3m MoXkem cogepXamb pa3Hblie knemouHble AUHUU

Kozga owubka Bo3Hukaem nocae onnogomBopeHus Mouemy npu3Haku 6eiBalom HeoguHakoBoiMu
Mo3auuu3m popmupyemcs He npu 3auamuu, a noke, kozga ogHa OgHa u ma ke xpomocomHas ocobeHHocmb Mokem nposiBAsmocs
u3 paHHux knemok ambpuoHa geaumcs ¢ owubkod. no-pagHomy B pa3Hoix mkaHsx. EcAu aHomanbHble knemku
B pe3ynomame uacmb nomomkoB coxpaHsiem HopMaAbHblIl Habop npeobaagalom B BakHbix op2aHax, cuMmnmoMmbl BoipaXkeHol
XpOMOCOM, @ UaCmb NOAyuaem U3MeHeHHbll kapuomun. CUAbHEE; Npu HeBOAbLOU goAe U3MeHEHHbIX knemok HapyweHus

MO2ym boimb MaAO3daMEeMmHbIMU.




Jmanbl npeHamaabHoll yumozeHemuyeckot guazHocmuku

PeweHue o guazHocmuke
npuHumalom

npu Bo3pacmHoMm pucke,
omknoHeHusx ckpuHuH2a,
HacmopaxuBalowem Y3/
UAU cemelHou ucmopuu

XPOMOCOMHbIX JaboaeBaHull.

Anst aHaAu3a ucnoAb3zylom
buonculo xopuoHa,
aMHUOUEHme3

uAu uccaegoBanue AHK
naoga B kpoBu mamepu,
ecAu BoibpaH
HeuHBa3uBHbIU nogxog.

O6pa3eu uccaegylom
Ha HaAuYue mpucomud,
kpynHoix nepecmpoek
U gpy2uX XpOMOCOMHbIX
ugmMeHeHud, komopuoie
Mo2ym noBAusimb

Ha pa3Bumue pebérka.

[locAe UHMepnpemayuu
gaHHbIX CeMbe 0bbscHslom
3HaueHue Haxogku

U npu Heobxogumocmu
npegaazalom ganbHelwee
HabalogeHue, ymouHsilowee
obcaegoBaHue

u koHcyabmauulo 2eHemuka.




Memogo! yumo2enemuueckoil guazHocmuku: umo noka3viBaem ka)kgoiti nogxog

CpaBHeHue nomozaem Bbibpamb Memog
Nno 3agaue: om nOAH020 0630pa kapuomuna

go noucka moueuHbIx U3M9H9HUU MeTton UTo BbiiBNAET OCO6€eHHOCTb
U NpeHamaAbH020 CkpUHUHza.

KapuotnnupoBaHue KpynHbie N3MEeHEeHUA Bugut Becb Habop
Memogol gonO/\Hﬂlom gpye gpyea: 0gHU Ayywe
nogxogam gas nogmBepkgeHus guaz2Ho3a, FISH KOHKpeTHble y4acTKu Vet Mmukpogeneumnu
gpyaue — gast bbicmpoz2o ckpuHuHza u noucka
MeAkux nepecmpoek. Mukpomartpuua [oTepw/gynnukaunu [eHOMHbLIN OXBat
YueBHble CBEQEHUFI no uumozexnemuke HATTT Puck aHeynnonguu CKPWHWHT MO KPOBU

yenoBeka; kaunuko-guazHocmuueckue
NpuHYUNbl MemogoB




Cxema ompaxkaem nymb om nepBoix kauHuueckux nogo3peHui go 2eHemuuecko2o 3akalouerust u koHcyAsmauuu cembu.

KnuHunyeckue Bbi6op WccnepoBaHue N3meHeHUne ConocTtaBneHue 3aknroyeHne KoHcynbTupoBaHue
NnbTaT (o]

NPU3HaKn? MaTtepuana XPOMOCOM HageHo C cMMnTOMamu no HoMeHKnaType cemMbMy




XpomocomHuie nepecmpoiiku 8 onkonozuu

OgHa u ma e nepecmpoika moxkem caykumeo
He moAbko Mapkepom boAesHu,

HO U opueHmupom gas Boibopa mepanuu

u oueHku npo2Ho3a.

XpOMOCOMHbIE U3MeHeHust nomozalom
pagAuYamo 0NyXoAu no buoAaozuueckum
ocobeHHocmsaM u geaalom guazHocmuky boaee
MOUHOL.

I38ecmHbie oHko2eHemuueckue npumepol: t(9;

22), t(8; 14), del(5g), amnaudukauus HER?
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linmchoma BepkutTa
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[louemy yumo2eHemuka Baxkna 6 onkono2uu

— TouHblli gua2Ho3 — Buibop neueHus
XpOMOCOMHbIU NpO(UAL NOMO2aem omAuYamo Psig XpoMOCOMHbIX u3MeHeHut Bausiem
BHewHe noxoXue onyxoAu U YmouHsimb Ha uyBcmBumeAbHOCMb ONYXOAU
ux buoaoz2uueckut mun, umo ocobeHHo BaxkHo, k npenapamawm. [Toamomy pe3yAomamol
ko2ga kauHuueckas kapmuHa HegocmamouHo aHaAu3a mo2ym noggepXkuBamso pelweHue
0gHO3HauHa. 0 konkpemHoil cxeme mepanuu.

— I'Ipoanog meyeHud — [loHumaHue MEXdHU3Mad
Hekomopoie nepecmpotku cBs3aHbl ¢ boaee TpaHcaokauuu u gpyaue nepecmpoulku uHo2ga
a2peccuBHbIM uAu, Haobopom, bonee co3galom cAumHble 2eHbl, 3anyckalowue
bAazonpusimHbiM meyueHuem boAe3Hu. Imo HekoHmpoAupyemoe geaeHue knemok. Imo
no3Boasem Bpauy mounee oueHuBamo puck nomo2aem obvsicHumb, kak BogHukaem

u nAaHupoBamo HabalogeHue. u pa3BuBaemcs onyxono.




[enemuueckoe koncyanomupoBanue: umo BaxkHo
NOMHUMb

|

1. AobpoBonbHoe coz2naacue
[lepeg uccaegoBaHuem uenoBek
UAU CeMbS §OAKHbI NOHUMaMb UEAb
aHaAu3a, Bo3mMoXHbIe pe3yAbmamobl
U 02paHuUueHus memoga. PeweHue
0 npoBegeHuu guazHocmuku
npuHuMaemcs gobpoBoAbHO

U 0CO3HaHHO.

2. TouHas uHmepnpemayus
BoiBogbl cmposim He moAbko

no Haxogke B xpomocomax,

HO U no kauHuueckot kapmuxe. 3mo
cHwkaem puck HeBepHbIx
npo2H0306 u uzAuwHe mpeBoXkHoIX
3akaloueHud.

3
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3. KoHpugeHyuarbHOCMb

gaHHbIX

Pegynomamol yumoz2eHemuuecko2o
uccaegoBaHusi omHocsimcs

k uyBcmBumenoHol meguyuHckot
uHgopmayuu. x nepegalom monoko
meM, kmo yuacmByem 6 HabAlogeHuu
U NpUHAMUU pewieHud.

4. YB6aXkumeAbHoe OmHOWeHue
XpOMOCOMHbIe 0cobeHHOCMU

He onpegeAsdlom UeHHOCMb
yenoBeka. KoHcyAbmauus gonkHa
NoM02amb CEMbE NOHUMaMb
cumyauulo 6e3 cmuzmamu3zayuu

U ynpowéHHbix Bo1BogoB o bygywem
pebéHka.




Ko2ga Hagnaualom yumozenemuueckoe uccaegoBaxue

[Toka3aHus k aHaau3y cBsi3aHbl ¢ HapyweHusMU
pa3Bumus, penpogykmuBHbiMU mpygHOCMAMU,
ceMellHbIM puckom u nogo3peHuem

Ha XpOMOCOMHbIE UAU 0nyXoAeBble U3MEHeHus.

MiccaegoBaHue ocobenHo onpaBgaHo, koaga
Heckoaoko npugHakoB couemalomcs

uAu noBmopslomces 6 ogHoll cembe, a NpuyUHa
ocmaemcs HesicHOL.

Kaunuueckue nokasaHus
k uumozenemuueckomy uccaegoBanulo




CoBpemennbie HanpaBaexus pa3bumus yumoz2eHemuku

® ® ® @ @ 7’




Llumozenemuka o6veguusiem
XpoMOCOMbl, HacregcmBeHHocmb
U MEQUUUHY

M3yuas kapuomun, yumozeHemuka noMo2aem NOHSIMb NPpUYUHbI HacAegecmBeHHbIX
cuHgpomoB, npeHamanbHbix puckoB u onyxoneBoix ugmMeHeHul. 3IMo geraem

ee BakHot ocHoBol mouHol guazHocmuku, npo2Ho3a u 2eHemuyeckozo
koHcyAbmupoBaHus.




