Jlexnusa 2
BHe pacnucaHus

Peaxkue XxpoMOCOMHBIE
CUH/APOMBI



Buabl XpOMOCOMHBIX MYTallUH



N3MEeHYHBOCTD
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Henacieacrsennas HacaeancrBennas
(beHoTHMHYECKASA, (reHOTHIMUYECKA)
MOAU(PUKAIMOHHAA) [ |
MyTanuoHHast KomOunaruBnas
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| | |
I'ennnie XpoOMOCOMHBIE I'enoMHBIE
(XpoMOCOMHBIE
aﬁefpam/m) l l
_, Buyrtpuxpomocomusie Hoaumaonaus I'ereponyionaus
(MHTPaXpPOMOCOMHBIE)
—>  ABTONOJIUILJIOWIUS

_, MexxpomocomHbIe

(MHTEpXPOMOCOMHBIE)
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I eHHBIC XPpOMOCOMHBIE
(MoJIeKyJIsIpHbIE) 00J1e3HU

00JIe3HHU



MyTauuu — HacJieyeMble U3MEHEHUsI TeHeTUYeCKOro
MaTrepuaJjia, NpUBOAsIIHe K M3MEHEHUIO TeX UM UHbIX
NMPU3HAKOB OPraHu3Ma.

MyTarene3 — mpouecc BO3HUKHOBEHUS MYTALMIA.

MyTarensl — GaKkTopbl, NPUBOAANINE K BOSHUKHOBEHUIO
MYTalUil.

MyTareHsl
| i '
dusnueckue XUMHYIEeCKHe

buogornueckue



XpoMocoMHas myTaunus (= adeppauus) — U3BMeHEHUE B
CTPYKTYpPE XPOMOCOMBI

XpoMOCOMHAsi aHOMAJIUS — 00001IEeHHOE HA3BAHME
JII00O0ro TMIMA XPOMOCOMHBIX MYyTalMil



XpOMOCOMmIﬂe adeppanuu

'

BHYyTPpHXpPOMOCOMHBIE
(=MHTpPaxXpOMOCOMHBIE)

1. Jdenenus

» TepmunaabHas

» CpenuHHas

» IloTepsl TEIOMEPHBIX YYACTKOB
2. Jdynaukanus

3. UuBepcus

4. Tpancno3uuusi

'

MeKXpOMOCOMHBIE
(=MHTEpPXpPOMOCOMHBIE)

Tpauciaoxkauuu
» PenunpokHblie (B3aiMHbIe€)
» HepenunpokHbie (HeB3aMMHbIE)
» PoOepTcoHOBCKHE



1. Jdenenust

a) Tepmunanabnas Deficiency (=koHueBasi, morepsi KOHIEBbIX YYaCTKOB)

Bo3Mo:kHa IpH OIMHOYHOM pa3pbiBe.

o o >

T O™ m

o O

T O mm



1. Heneuus

0) CpeannHHasi ( = MHTEPCTUIHAJILHAS )

Bo3MoxxHa nnpu 1BOMHOM pa3pbiBe.

C\O W\»

T O mm

o >

T O mm



1. Jdenenust

B) O0Opa3oBaHue KOJIbIEBOH XPOMOCOMBI

Bo3Mo:KHA pH moTepe TeJIOMEPHbIX

\

YYacCTKOB (B C/Iy4ae KOHIEBBIX JeJeluil B ~¥ A

00oMX mjae4ax XxpoMoCcoOMblI). B
L

CaencrBue: 4acTUYHAsE MOHOCOMMS 1O IBYM 1 E

KOHIEBBIM Y4aCTKaM XPOMOCOMBI. I F

"'-n...: #



2. Ayniuxkanus

YaBoeHHEe y4acTKa XpOMOCOMBI.

T O mm

C\O W\»>

cowaw>

T O mm




3. UnBepcus

Bo3mo:xxkHa npu ABOIHOM pa3pbiBe U MOCJAEAYIOUIEM OBOPOTE 00pa30BaBLIErocs y4acTKka
Ha 180 rpaaycos.

I/IHBepCI/IH — U3MECHCHHUC NMOPHAAKA I'CHOB

Y4aCTKA XPOMOCOMBI HAa 00paTHBbIIA. A 1A
B 1C

a) ITapanenTpuyeckas, ecjiu HeHTPpoMepa He g

) ap p ’ IeHTpoMep C )ualso i

3ajieiicTBOBaHA

0) IlepuuenTpuyecKas, eCJii LEHTPOMepa D +D

3a/1efiCTBOBAHA.

:é-nm
:cb-nm



4. Tpaucno3unusa

Bo3Mo:KHA IpH TPOMHBIX pa3pbIBax.

IIpencrasiaser co00i MEPEHOC YUYaCTKA
XPOMOCOMBI HA IPyroe MecTo Ha TO xKe
XpoMocoMme.

C\O W\»>

T O\ m

o >

TOO0Emm



Tpanciaokanuu

a) PenunpokHblie ( = B3aMMHbIE = C0QJJAaHCMPOBAHHbBIE).

/IBe HEroMoJIOrMYHbIE XPOMOCOMbI
00MEHMBAKOTCH Y4aCTKAMM.

Before translocation After translocation

Derivative

Chromosome 20 Chromosome 2

g =
J

Chromosome 4

Derivative
Chromosome 4

56 @

TOmm
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=g

"X WO

o= r>

ToOmm
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w®mTO



Tpanciaokanuu

0) HepenunpokHbie ( = HeB3aUMHbIE = COOCTBEHHO TPAHCJIOKAIIUM).

IlepeHoc yuyacTKa ¢ O{HON HErOMOJIOTUYHOM
XpOMOCOMBI (MJIM LeJI0M XPOMOCOMbI) HA

Apyry!o.

o

oo\w»

TOmm

z 2 R

"X WO

o O

T O mm

22 CRmP»

w®TO



Tpanciaokanuu

B) PoOeprconoBckue

J/{Be HErOMOJIOrMYHbIE XPOMOCOMBI
00beIUHSAIOTCH B OJHY.

(Pa3psIB mpoucxoauT B 00J1aCTH LIEHTPOMeEP).

Yame 310 13-15 xpomocomabl.
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KounkbiieBas xpoMocoma

KosblieBbIE€ XpOMOCOMBI 00Pa3yIOTCS B pE3yAbTaTE yTPaThl
TEJIOMEPHBIX YUACTKOB.

--@- Fa3peigsi U
ELPE

o >

Honvyesas xpomocoma




HN3oxpomocoma

COCTOMT M3 JBYX KOIMMK OJHOTO IIJIe4a XPOMOCOMBI,
COCJIMHECHHBIX [ICHTPOMEPON TaKUM 00pa3oM, 4TO
IJIe9r 00pa30BaBIICHCS XPOMOCOMBI ITPEACTABIISIOT
COOOM 3EpPKAIBHBIC «OTPAKECHUS» APYT IApyTa

Pedy-
A Pas,ows nAUK-

oI L Lt
N30xpoMocoma B 6 A A

—
Xq)
N
| X




Peakue XpoMOCOMHBIE 00J1€3HM
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AOeppaiuy XpoMOCOMEI 4

Nneorpamma 4-i1 XxpOMOCOMBI YEJIOBEKA



Cunapom Bonbsha-XupuixopHa
(dacTuuHas Jneienus 4p-)

[Tonynsiumonnas yactora — 1:100000.

OOyCIIOBJICH AeTeIME CerMEeHTa KOPOTKOIO
Ie4a XpOMOCOMBI 4.

Knuanuecku xapakrepusyercs MmBITP
(Mukpouedanys, KIOBOBUIHBIN HOC,
TUIIEPTETIOPU3M, ITMUKAHT, AHOMAJILHBIE
YVIIHBIE PAKOBUHBI, PACIIEIINHBI BEPXHEN
ryObl 1 HEOA, aHOMAJIUU TJIa3HBIX S0JIOK,
AHTUMOHTOJIOUIHBIN pa3pes 1J1as,
MaJICHBKUH POT, IOPOKHA BHYTPEHHUX
OpraHoB) C MOCJIEAYIONIECH PE3KOM
3aJIePIKKON (PU3MYECKOTO U
IICUXOMOTOPHOTO Pa3BUTHA.

JKu3HecrnocoOHOCTh AeTel PE3KO CHUXKEHA.
bOJBIIMHCTBO YMUPAKOT B BO3PACTE 0
OJIHOT'O TO/a.

https://howlingpixel.com/i-ru Cunapom Boabsha — XupmrxopHa



AOeppaiay XpoMOCOMBI 8

— ——  p233 —
p23 P233 035 P22 peaz 0
p23.1 p23.1 Mbp
p22 p22 022
p21.3
p21 p21.3 p21.2
p21.2 1
pei.d p21.1
p12 pi2 p12
11.23
p11.22 pﬁ o
p11.2 p11.2 211:1 452
p11.1 pitt qi11 q11.21 1 Mbp
- qlll q11.22
gl1.2 qllz2l
ql1.22
qi2 q11.23 35 qi1.23
q12.1
q12.2
qi3 Q13 q12.3
3L 430
g21.1 g21.1 g13.3
g21.11
g21.12
q21.2 q21.2 g21.13
q21.3 q21.3 @212 oig
q22.1
q22 q22.1 Q220
q22.2 ges.3
555 q23.1
~ ase- q23.2
923 923 q23.3
q24.11
q24.12
q24.1 q24.1 q24.13
q24.21
q24.22
q2d.2 ged.2 24.23
q24.3 q24.3 q24.3 145.1
— - | —” 1 Mbp

400 bphs 550 bphs 850 bphs
Human chromosome 8

Nneorpamma 8-it XpoMOCOMBI YEJIOBEKA



Tpucomus 8 (cuaapom Bapkanm)

Mozauusm 1mo XxpoMocome 3.

[TostHBIE TPUCOMUU &, KAK MPABUIIO,
JIETAJIbHBI.

XapakTepHbl OTKJIOHEHUSA B CTPOCHUH JIWIIA,
ITOPOKHU OMIOPHO-ABUTATEIILHOTO arlapara u
MOYEBOU CUCTEMBI. [IpHn KTMHUYECKOM
00CJI€/IOBAaHNH BBISIBIISIFOTCS BRICTY AN
100, KOcorjia3ue, SIUKAHT, TITyOO0KO o
MOCaKEHHBIE 1J1a3a, TUIIEPTEJI0OPU3M Ia3 U - - d:/ A
COCKOB, BBICOKO€ HEOO (MHOIa pacIlieanHa), Qct,trﬂﬁoﬁfﬁrf;:ﬁlzhf nd wstl edu/2013/03/n
TOJICTBIC TyOBI, BRIBEPHYTAasl HUKHSSA I'y0a,

OOJIBIIINE YIIHBIE PAKOBHHBI.

[Iporuo3 pu3n4ecKoro, NICUXUIECKOro

Pa3BUTHS U KU3HU HEOJIArONMPUATHBIN, XOTS

OIIMCaHbI MALMEHTHI B Bo3pacte 17 jer.

[



Cunapom Jlanrepa-I'mamona (Tpuxo-puHoO-
(paTaHrMaJIbHBIH CHHIPOM)

OcoO0bIit HHTEPEC K ATOMY CHUHJIPOMY MPOSBUIICS
B 1980 roay, xorja ObLia BBISICHEHA €TI0
XPOMOCOMHAS 3TUOJIOTHS, BHIPAXKAIOIIASICS B
MUKPOJAEIEIUN XPOMOCOMBI JNIMHHOTO Iie4a
XpOMOCOMBI 8. OTMeUEeHbI MO3anYHbIE (DOPMBI
CUHJIpOMa.

OCHOBHBIMH KJIMHUYECKUMHU MPU3HAKAMU
3a00JIEBaHUS SABJISIFOTCS: TOHKUE U PEIIKUE
BOJIOCHI, 0yJIbOOOOpa3HBIN HOC, KOHUYECKHE
snnbu3bl pajaHT najablieB, MHOKECTBEHHBIE
XpSAIIEBBIE IK30CTO3bI. KpoMe 3THX mpu3HaKOB
OOJIbHBIC UMEIOT PSIJ MUKPOAHOMATHI: IITUPOKHUE
pelkue OpoBH, IITy0OOKO MOCaKEHBIE Ii1a3a,
MaKpOCTOMUIO, HAPYIIIEHUE TTPOPE3bIBAHUS U
pacmoyoKeHUs 3y00B, MUKPOTHATHIO, OOJIbIIINE U
HU3KO PacCIOJIOKEHHbBIE YIITHBIC PAKOBUHBI.
MHOXEeCTBEHHBIE XPSAIIEBBIC IK30CTO3bI
POSIBIISIIOTCS 710 4-X JIET U paciojararoTcs Be3Ie,
I7€ €CTh XPSAIIH, IPUUYEM UX POCT YCUIUBAETCS B
MIEPUO/Ibl AKTUBHOT'O pOCTa OpraHU3Ma 1
npekpamaercs B Bo3pacrte 18-20 ner. Y
HOBOPO’KJICHHBIX ObIBA€T M30BITOUHAS KOXKA.
OtrMmedaeTcs yMCTBEHHAS OTCTAIOCTD PA3TIMYHOM  hitps://www.nedug.ru/library/6/BosbHoii-ciapomon-TTanrepa-
CTCIICHU, 3aJICPKKa pEYEBOI'0 pa3BUTHUSL. I'nnuona#. XZ2KJ6BWppg




AOeppaliy XpoMOCOMBI 9

p24 pa4 P243 42 (I'\)Ab
23 - p24.1 p
p p23 .
] p22.3
pg? p22 5y P22
P p21 PEet 213
p21.2
p21.1
pi3 pi3 pi13.3
132
” p1a1- P
" b B2
pit.
L p11 plLL “:4360
q gll Q :
qi? q12 q12 P
qi3
q13 q13 g21.11
gat q21.1 92112 51 13
212
q21.2 q21.31 |
q213 q21.32
q21.33 |
qe? g22.1 g22.1
222
q222 2231
0223 T
q22.33
31 g31.1
q g31 3.2
q31.3 232
q3z g32
q33.1
i q33 q33.2
q34 4341 q34.11
34.12
q34.2 3413 234 2
0343 q34.3 138.3
~— . ' Lmbp

400 bphs 550 bphs 850 bphs

Human chromosome 9
Mz[eorpaMMa Y-u XpOMOCOMI)I YCJIOBCKA



CUHIPOM TPUCOMHUH I10 KOPOTKOMY TUIEYY 9-l XpOMOCOMBI

» Jlis1 GONBHBIX C TpUCOMHKEH 9p+ XapaKTepHBI YMCTBEHHAS OTCTAJIOCTh,
3a7iepKKa pocTa, MUKpoIiedanns, aHTUMOHTOJIOUIHBIN pa3pe3 IJ1a3HbIX MICIeH,
rIyOOKO MOCaKEHHBIE TJ1a3a, OMYIIEHHbBIC YTOJIKH PTa, HOC C XapaKTEePHbIM
OKPYIJIBIM KOHYMKOM, HU3KO PACIIOJIOKEHHBIC OTTONBIPEHHBIC YIIIHBIC
PAKOBHMHBI, HEJIOPA3BUTHE HOTTEH U NUCTAJBbHBIX (haJlaHT HajbleB pykK. YacTo
HaOJIFOIAt0TCA BBICTYMNAIOIINE JJOOHBIE KOCTH, MOBBIIICHHASI OOBOJIOIIEHHOCTD,
IATHA LBeTa KOode ¢ MOJIOKOM Ha KOXKe, SIIUKAHT, KOCOTJla3ue, BEHICOKOE qyTO-
oOpa3zHoe HEOO, KOPOTKas IIesl, CKOJINO03, YaCTUYHASI CUHIAKTUIINS TTAJIbIIEB
ctorl. [IpuMepHO B 4€TBEPTHU ClIydyaeB OOHAPYKUBAIOTCS BPOKIACHHBIE TTOPOKH
cepaua.

» IIporuo3 s )XU3HU CPAaBHUTEIBLHO OJarONPHUATHBIN (IIPH OTCYTCTBUHU
MaTOJIOTMU BHYTPEHHUX OPraHOB) - OMUCAHBI OOJIbHBIC, TIOCTUTIIINE
IPEKJIOHHOTO BO3pacTa.

» Ilo gacToTe BCTpEUaeMOCTH CpEeAH ACTCH-0MUTO(PESHOB 3aHUMAET 2 MECTO
nocie 6osie3nu Jlayna.



CHHIPOM KOJILIIEBOH XPOMOCOMBI 9

Kapuorum 46 XX mm XV, r (9).

OCHOBHBIE KIIMHUKO-MOP(OIOTrHYECKUE
IPU3HAKU: XapaKTEPHOE JIUIIO —
MHUKpoIedains, KOCOW pa3pes Iias,
pETPOrHATHS, KOPOTKAS IIEs.

VY Bcex 00JBHBIX HAOIIOIAETCS
YMCTBE€HHAsl OTCTAI0CTb, 3aJICPIKKA
IICUXOMOTOPHOI'O Pa3BUTHSI.

(u3 C.U. Kosnoga u ap., 1996)



Cunapom Aabdu (cuaapom 9p-)

Brepseie onncan B 1973 rony. Llutorenernueckue A%
BAPHAHTHI MOTYT ObITh PA3IMYHbL: YaCTHYHAS ACTECLUS |
KOPOTKOTO Tjieda 9 XpoMoCoMbl, H30xpomocoma 9, E
HecOATaHCUPOBAHHbBIC TPAHCIIOKAIIUH, BO BCEX CIydasx
HaOJIIo/1aeTCs OTEPsl cerMeHTa 9p22.
JlnarHocTUYEeCKUMU TPU3HAKAMU 3a00JICBAHUS
SABJISTFOTCS:

TpuroHoiieanusi, pe3KOBbI CTyTAIOIIUH JI00,
MOHTOJIOMAHBIN pa3pe3 a3, SMUKaHT, SK30(TaJIbM,
TUIIEPTEIOPU3M, YIUIOMICHHAS U IIAPOKas IEPEHOCHIIA,
MaJICHbKUU POT C OOJBIION BEpXHEU ry0oil, BRLICOKOE
He00. YilIHbIE paKOBUHBI 0€3 MOUKHU WJIA OHA
HEJIOPa3BUTA, CO CITIAJKEHHBIM 3aBUTKOM. Llles
KOPOTKAas, OTMEUEH TUIIEPTEIOPU3M COCKOB. [1anmbipl
PYK U HOT JUIMHHBIE, C JTOIIOJHUTEIbHBIMUA https://Awww.kplctv.com/story/35548419/thriving-with-
CrudarebHBIMUCKIaKaMH; HOT'TH IIUPOKHUE, alfis-syndrome/

BBIMTYKJIbIE, KBAJPAaTHOW (hOpMBI. Y JIE€BOUYEK BhIpAXKEHA

TUINOTUIa3Us MAJIbIX U OOJIBIIIUX MOJIOBBIX Y0, Y

MAJIBYMKOB — TUITOIUIA3KS MOIIOHKH U MOJIOBOTO YJIEHA.

N3 mOpOKOB BHYTPEHHUX OPraHOB OTMEUEHO

MOPAXKEHUE CEPACYHO-COCYAUCTON CUCTEMBI U

ruApoHedpo3 MovyeK. YMCTBEHHAs! OTCTaIOCTh B

CTaJIMu UMOCTIMIILHOCTH, pexke — aeomibHOoCTH. [1o

XapaxkTepy OOIbHbIE JaCKOBbIE, CIIOKONHEIE,

nociyuiHbie. [[poruo3 sxu3Hu O1aronpusiTHHIN.
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Abeppannu XpoMocoMal 1 1

~T0

pi5.4
pi5.3 Mbp

p15.2
p15.1

p14.3
p14.2
p14.1
p13

pi2
p11.2

p11.12
D141 _53'4

11
¢ 21 fu |MPP

= q12.2
q13.1

q13.2
q13.3

qi13.4
q13.5
q14.1
ql4.2
q14.3
q21

q22.1
q22.2
q22.3
q23.1
q23.2
q23.3

p15.5

q24.1
q24.2

3323 135.0
" 4+ Mbp

Human chromosome 11

Nneorpamma 11-ii XxpoMOCOMBI YETOBEKA



Cunapom Bugemana-bekBura

P

[luToreHeTnyeCcKu XapakTepusyercs AyIUIMKaluen N
ydacTka KopoTkoro mieda 11 xpomocomsr — 11pl35. 4
OCHOBHBIMU IMAaTHOCTUYECKUMU MTPU3HAKAMH
3a00JIEBaHUS SABJISIFOTCS: MAKPOTJIOCCHS,
MaKpOCOMMUS C YBEITMUYEHUEM MBIIIEYHON MACChl U
MIOJKO>KHOT'O KUPOBOTO CJIOSI, BBICTYIAOIINN
3aTBUIOK U aHOMAJIUU MPUKYCA, CBI3AHHBIE C
TUIIOIIJIA3UEN BEPXHEN YEITIOCTU U OTHOCUTEIIBHOU
TUIEPIUIA3UEN BEpXHEU. XapaKTEPHbIM IPU3HAKOM
ABJISICTCSl HAJIMYKME BEPTUKAIBHBIX OOPO3/I0K Ha
MOYKax yuier. OnrcaHa naToJorusi pa3BUTHS
BHYTPEHHHUX OPTaHOB: Je()EKThI

MEXOKEITY IOYKOBEIX IIEPErOPOJIOK, 1106&13011}121,I ngprsé:tljllgtsa?;t;g}ealth.ru/433/OpukhoI-ViImsa—u-detey--
CEJIE3EHKA, [UTOMET AU KOPbl HAIIIOYEYHUKOB,

HE3aBEPIICHHBIA NOBOPOT KUIlIeUHUKA. KOCTHBIN

BO3pACT OIIEPEKAET MACIIOPTHBIM.

[Icuxnueckoe pa3BUTHE COOTBETCTBYET BO3PACTY,

BO3MOHA YMEPEHHAsI YMCTBEHHAs OTCTAIOCTh. B

cermeHTe 11 pl5 mokanu3oBaH reH

«MHCYJIMHOMNOM00HOTO (pakTopa pocTa Il Tumay,

Ipu OyIUIMKALUKU KOTOPOTro 00pa3yroTcs TPU €ro

KOIIMH, YTO MPUBOAUT K MOSABICHUIO TAKUX

NPU3HAKOB CUHApPOMA KakK OOJIbIIION BEC, IMTyMOYHAs

I'PbIXKA, YBEJIUYCHHBIN S3bIK U T.]I.



AOeppanuu XpoMOCOMBI 13

. -0 Mbp
p arm

—17.7 Mbp

g arm

—114.3 Mbp

Nneorpamma 13-i1 XpoMOCOMBI UeIOBEKA



Cunnapom Opbenu (13g-)

Jleneuuss yMHHOrO Iuieya 13-
XPOMOCOMBI. [TonyasiuroHHas
4acToTa HE yCTaHOBJICHA.
[{uToreHeTnyeckrue BapUaHTHI MOTYT
ObITh pa3iauuHbl. Haumbosiee dyacto
BCTPEUAIOTCS KOJbIIEBAasl XpOMOCOMa
13, pexxe — MpocCThIE JICJICIMUA, HO BO
BCEX Clly4yasx HaOJrojaeTcs yTparta
cermenTa 13¢14.

XapaKkTepHbI MUKpoLedanus,
OTCYTCTBHE HOCOBOM BBIpE3KH (J100
HEIOCPE/ICTBEHHO IMEPEXOJUT B HOC),
AIIMKAHT, aHTUMOHTOJIOUIHBIN pa3pe3
rias, BBICOKOEC HEOO, HHU3KO
pacCIoNiOKEHHBIE  J1IeOPMUPOBAHHBIE
YITHBIE PAKOBHHBI.

OTmedaroTcs mopaxkeHus ria3  (MHKpoQTanbMus, KOCOIIa3ue, KarapakTa,
PETUHOOIAaCTOMA), OIIOPHO-ABUTAaTEILHOI0 anmnapaTa (KOpOTKas Iesl, CHHIAKTHIINU
KUCTEH W CTOI), aTPE3UH MPSIMOM KUIIKK. YacThl MOPOKU pa3BUTHUS CEPALA, MOYCK,
rojioHoro mosra. J[ns Bcex nered ¢ cuHiapoMoMm OpOenu xapakTepHa ITyOokas
OJIMTO(PEHUSI.

BoJIbIIIMHCTBO 00JIBHBIX ¢ CHHJIpoMOM 130- morubaroT Ha 1-M roy *KU3HHU.

http://www.golovaok.ru/2018/11/sindrom-orbeli.htmI?m=1



AOeppaunu XpoMoCcoMbI 14

. 0 Mbp
p arm
| 17.2 Mbp

qarm

—107.0 Mbp

Nneorpamma 14-i1 XpoMOCOMBI UeIOBEKA



CHHApPOM TPUCOMUH JJIMHHOIO Mieya 14-u
XpoMocoMbI (cuHapoM 14g+)

Ommcan B 1970 rony. LlutoreHeTnueckn NposiBIIETCS KaK
OYTUTAKAIMS Y4aCTKa XpOMOCOMBI 14, UMEIOTCA TPaHCIOKAIIMOHHbBIE
bopMbI ¥ n30XpomMocoMa 14 no AnuHHOMY IUIedy. TUIHYHBIMU
pU3HAKaMM 3a00JI€BaHUS SIBJISIIOTCS: MUKpoILehaus,
JyKOBUIIEOOpa3HbIN HOC, TOHKAsI BEPXHSA r'y0a, MUKPOCTOMHUS,
ONYILIEHHBIE YTJIbl PTA, HU3KO PACTION0KEHHBIE POTUPOBAHHBIE
Ha3a]l YIIHbIE PAKOBUHBI, KOPOTKAS 1IEsl. XapaKTEPHO
HEMPABUILHOE PACIIOJIOKEHUE NAJBIEB HA PYKE, KIMHOIAKTUIINA,
KOCOJIANIOCTh. Y13 BHYTPEHHUX MOPOKOB OMUCAHA MMATOIOT U
CEPACYHOCOCYIUCTON CUCTEMBI. [[€TH pE3KO OTCTAKOT B
IICUXOMOTOPHOM M (PU3UUYECKOM Pa3BUTHH.

Hynnukanus 14024.3

https://www.rarechromo.org/media/information/Chromosome%?2014/1
4q%20distal%20duplications%20FTNW.pdf




23
q24

q25

q26

~ S

q22.2

q25

q28.1

q26.2
q26.3

AOeppannu XpoMOCOMBI 15

ql5.3

q22.2
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1 Mbp

101.9

- Mbp

400 bphs 550 bphs 850 bphs
Human chromosome 15

CHoHTaHHBIN XPOMOCOMHBIN Je(eKT yare
BCETO B BUJIE Aenenui Ha ydacTtke ql1—ql3 15-i
XPOMOCOMBI.

IIpu HacnegoBaHUM XPOMOCOMEI 15 ¢ nedhexTom
B 9TOM 00JIACTH OT OTLIA Pa3BUBAETCS CUHAPOM
ITpanepa — B,

IIpu HacnegoBaHUM XPOMOCOMEI 15 ¢ nedhexTom
B 9TOU 00JIACTH OT MaTEpU Pa3BUBAECTCS
CUHJIpOoM AHresbMaHa (J€TH MapUOHETKH,
CUHIPOM CUYACTIMBOU KYKJIbI, CHITHOM
[TeTpymikn).

Nneorpamma 15-i1 XpoOMOCOMBI UeIOBEKA



Cunapom IIpanepa-Bum

Y 70% 60JIbHBIX OTCYTCTBUE OTIIOBCKOM KOMUU yyacTka XxpoMocoMbl 15011-13. B atom
y4acTKE XpOMOCOMBI 15 HaxoAsTCs TeHbl, B PETYJISIUA KOTOPBIX 33/IeCTBOBAH T€HOMHBIM
UMIIPUHTHUHT. BONBIIMHCTBO Clly4yaeB SIBISIOTCA CHOPAIUYECCKUMM, JIJISL PEKUX OMUCAHHBIX
CEMEMHBIX CITy4YaeB XapaKTEPHO HEMEH/IEJIEBCKOE HaclienoBaHue. YacTora BCTPEYaeMOCTH —
1:12 000-15 000 >xuBopOX)AEHHBIX MiaJeHIIeB. [laTonorust Bctpeuaercsi ¢ OJIMHAKOBOM
YaCTOTOM Yy KEHIINH U MY>KUHH.

XapakTepHble BHEIITHUE TPU3HAKU: YEPET CO CIABJICHHON ¢ OOKOB JIOOHOM 4acThlo,
MUHJIAJICBUHBIN pa3pe3 IJia3, OMyIeHHBIE YTkl pTa, MAJICHBKUE CTOIBI U KUCTH)
HaOnronaeTcst oTcTaBaHWe YMCTBEHHOTO Pa3BUTHS, TOBEICHUECKUE HAPYILICHUS, 3aJICPKKa
(M3UYECKOTO pa3BUTHUS, HU3KOPOCIOCTh, TUTIOTOHUS, TUTIOTOHA/IU3M.

https://rock-cafe.info/suggest/prader-willi-
syndrome-icd-10-707261646572.html




CuHapoM AHreJbMaHa (CHHAPOM «CYACTINBOH KYKJIbI»)

Onucan B 1965 rony. Takke U3BECTEH KaK ~ /
cunapom lleTpyiku. '
OCHOBHBIMU MPU3HAKaMH 3a00JICBaHUS
SIBJISTIOTCST: HECOOBIYHBIN U YaCTBIN CMEX,
crieru(puyHOe JIUIO C TPUMACOM yIBIOKH,
MTOBTOPSIFOIIAECS KYKOJIbHbBIE
CTEPEOTUITHBIC IBUKCHUSI, OTCYTCTBUE
peun. IMeeTcst BeIpaKeHHAsT YMCTBEHHAS
OTCTa0CTh. BOJILIMMHCTBO OOIBHBIX
uMeroT Mukpojenenuio 15911-ql3, Ho aTa
NI BCETIa MATEPUHCKOTO
nporcxoxaeHus. OOHapyKEHBI TaKKe
MAIMECHTHI C TUITMYHBIM CUHJIPOMOM
AHrenpMaHa 0e3 MUKPOACICIIUN, Y
KOTOPBIX BBISIBISACTCS OJHOPOIUTEIIbCKAS
JTMCOMHST XPOMOCOMBI 15 OTIIOBCKOTO
MPOUCXOKICHUS.

https://www.emaze.com/@AFFZWLOL/angelman-syndrome
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Human chromosome 17

Nneorpamma 17-i1 XpoMOCOMBI UeIOBEKA



Cunapom Muiuiepa-/Inkkepa

Onucad B 1963 rony. Haubonee BaxxHbIM
JMArHOCTUYECKUM MPU3HAKOM SIBIISIETCS
Mukpolnedanusa. YOOIbHBIX OTMEYAETCS BBICOKUI
7100, Cy>KEHBI! B BUCOUHBIX 00JIaCTAX,
AHTUMOHTOJIOWIHBIN pa3pes rias3, poT phIOHI,
TUIIEPTETOPU3M, MUKPOTHATHS, UMECTCS
IOTNepEYHas JaJOHHAs CKIIAIKA U
HU3KOMOCAXEHHBIE Ae(DOPMUPOBAHHBIE YIITHBIE
pakoBUHBI. ONIMCaHbl BPOKACHHBIE TOPOKU CEPILa
arcHe3us MOYEeK, aTPe3us IBCHAIATUIIEPCTHOU
KHUIIKY, [TAXOBbIE I'PbDKU. Ha ayTorncun
OOHapy>KUBAETCS TUCCIHIIE(DATIUS — OTCYTCTBUE
O00p03/1 ¥ U3BUJIUH B OOJIBIINX MOJTYIIAPUSIX
TOJIOBHOTO MO3ra. BeIABIsETCS TaKkxKe
HEJI0Pa3BUTHUE CEPOro BEIIECTBA MO3ra.
BonbIIMHCTBO OOJIBHBIX MOTHOAET B pAHHEM
JI€TCKOM Bo3pacre. [lutorenernuecku
XapakTepu3yeTcs Mukpoaenenuen B 17-u
xpoMocome, cermenra 17p13.3.

https://threekendrickblessings.blogspot.com/p/mi
ller-dieker-syndrome-awareness.html
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Human chromosome 18

Nneorpamma 18-i1 XpoMOCOMBI UeIOBEKA



CHuHAPOM KOJIBIIEBOH XPOMOCOMBI 18

Onucan B 1962 rony.

LluToreHeTnyeCcKku MpeacTaBiIeH KOIbLEBON
XpOMOCOMOM 18, BO3MOKHBI MO3aNYHBIC
BapuaHTbl. OCHOBHBIEC KIMHUYECKHE
NPU3HAKU 3a00JIeBaHUsI: MUKpoliedanus,
TUNEpPTEI0pU3M, CTpadu3M, ITO3, HUCTATM,
KoJIoO0OMa pajiy>KHOM 000JI0YKH Ijiasa,
VIUIOLIEHHAS CIIMHKA HOca, POT "kapna',
TOHKasi BEpXHsis I'y0a, BHICOKOE HE0O (4acTo C
paciiennHon). [latomorus BHyTpEeHHUX
OPraHOB BCTPEYACTCA PEIKO. Y MCTBEHHAS
OTCTaJIOCTh KaK MPaBUJIO TsDKENIAs U
nposiBisiercst y 100% OGoybHBIX.

Yo o F

“ - -

KonblLesan xpomocoma 18

https://www.rarechromo.org/media/translations/Russian/Ring%2018%
20Russian%20FTNW.pdf



Cunapom 18q- (cunapom ae I'pyuin)

Omnucan B 1964 roxy. 46, XX(XY), del18p-
1:60.000

LluToreHeTnyecku MNPEACTABIEH JeJeHuen
JUIMHHOTO 11eya 18 XpoMOCOMBI.
TunvuHbiMU ~ OpuU3HaKamMu  3a00JeBaHUsA
SABJISTFOTCS:

MUKpoliedanus, TUIOIIa3usl CpeHeld YacTu
Jauna, TrayOOKO TOCaXEHHbIe Trjiaza, poT
"kapna", mnpoduib JUIA IUIOCKUH WU
BOTHYTHIM. XapakTepHO BBICOKOE HEOO WU
€ro paciiesiuHa, 1e(pOpMUPOBAHHBIC YIIHbBIC
PAaKOBUHBI C aTpe3ueu WIM CYKECHHEM
HapyXHBIX CIYXOBBIX KaHaJIOB. AHOMaJIUU
rjla3  BKJIOYAIOT  HUCTarM,  CTpaOu3M,
IJIAyKOMY, SIUKAHT, aTpO(UI0 3pUTEIIbHBIX
HEPBOB. Y MaJIbYUKOB OTMEYEH
KPUINITOPXW3M, THIIOILUIA3HUsS MOJIOBOrO YJICHA
M MOIIOHKH, y J€BOYEK THIIOILUIA3US MaJIbIX
noyioBpix Ty0. M3 NOpOKOB BHYTPEHHHX
OPraHOB BCTPEYAKOTCS MTOPOKHU CEPALA, PEKE
— TIOYEK. YMCTBEHHAs OTCTAJIOCTh, KaK
npaBuiio, riayookas u Haomogaercs B 100%
CIIy4acs. TunuyHbl U3MEHEHHUS
nepMaTtorupuKku: U30bITOK 3aBUTKOB HA
NaJIbI[aX U MONEpEeYHas JIAJOHHAs CKJIAJIKa.

21.32

https://www.sudbury.com/lifestyle/disa
wopotkoe  bled-boys-family-raising-funds-for-
nne4o p - new-house-248324

LeHTpoMEpa

ONUHHOE
nne4o g



CvHAPOM MOHOCOMHH KOPOTKOIO mjeya 18
XpoMocoMbl (cuHapoM 18p-, cunapom ae I'pyuin)

Omucan B 1963 rony. llutorenernuecku
XapaKTEepU3YyETCA CIEIUEN KOPOTKOTO
ieya 18 xpomocombl. MUHUMAIILHBIE
JTMArHOCTUYECKUE MMPUTOKU: YMCTBEHHAS
OTCTaJIOCTh U 33JIEPKKA POCTA, MITO3 WIIH
SIUKAHT, KPYITHbIEC 1I€()OPMUPOBAHHBIE
VIIHbIE PAKOBUHBI, CKEJIETHBIE AaHOMAJINH,
Kapuec, AeJIelus KOpoTKoro rieya 18-u
XPOMOCOMBI.

KiilmHH4Yeckasi XapakTepucTHKA

g cuagpoma 18p- THIHYHBIMU
IPU3HAKAMH SIBIISIFOTCA HA3Kas Macca Telia
IpU POKAECHUH, 3aJIEPIKKA POCTA,
YKOPOYEHHBIE KOHEYHOCTH C KOPOTKUMH
najabllaMH, YMEPEHHAsT MUKpoILedanus,
TUIIEPTETOPU3M, SIIUKAHT, MITO3, IIIUPOKAS,
YIUIOIIEHHAsS CIIMHKA HOCA, MAJICHbKasI
HIDKHSS YETIOCTh, IIIUPOKUN POT C
OMYIIEHHBIMU yTJIaMU T'y0, MHOXKECTBEHHBIN
Kapuec, 00JIbIINE OTTONBIPEHHBIE YIIIH,
WHOT 1A HU3KO PACITOJIOXKECHHBIE.
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Nneorpamma 21-i1 XpoMOCOMBI UesIOBEKa



CuHapoMm aejieniuy AJUHHOIO mjievya 21 xpoMocoMbl
(cuapom 21 (-, cunapom JlexkeHna)

BrigeneH B OTIEIBHYO HO30JIOTHYECKY O
rpynmy B 1970 roxy. [Llutorenernuecku
XapaKTEePU3YETCsl YACTUIHOU JEIICIIUEN
JUIMHHOTO IJIEYa XpOMOCOMEI 21, a Takxke
KOJIBIIEBOW XpPOMOCOMOM. OTMEYEHBI
MO3au4yHbIe (POPMBI ATUX XPOMOCOMHBIX
HapYIICHUHN.

MuHuMaJIbHbIC ITUATHOCTHYECKHE
NMPU3HAKUA: AaHTUMOHTOJIOUIHBIN pa3pes a3,
OoJpive Ae(OpMUPOBAHHBIE YIITHBIE
PaKOBUHBI, MUKPOTHATHSI, YaCTUYHAS
MOHOCOMMS O 2 1-i1 XpoMocoMme.
Knvaundeckasi XapakTepuCcTUKA

TunuyHbl HU3Kast Macca Tena MPU POKICHUH,
YepernHo-IuIieBble TucMopdun (Mukporedanus,
AHTUMOHT OJIOWJIHBIN Pa3pe3 Iiia3, SIUKAHT,
BBICTYMAIOIIAs IIUPOKas MEPEHOCHUIIA, OOJIbIIINE
HU3KO MTOCAXKEHHBIE YN C PACIIAPEHHBIM
HapY>KHBIM CIyXOBBIM KaHAJIOM, MUKPOTHATHSA).
CKOIMO03, KIMHOJAKTHINS, KOCOJIANOCTh,
MBIIIICYHAs TUIIEPTOHUS, TUIIOCIIAANA,
KPUINITOPXW3M, IaXOBAs TPHIXKA.




PoOepTCOHOBCKOE CIIUSIHUE
IBYX 21 Xxpomocom
B KapuoTuIe 00JIbHOM ¢. /JlayHa

['oMonoruuHas poGepTCOHOBCKAs
TpaHcoKauus (CauiInch aBe 21-x
XPOMOCOMBI)

- &

21

33

Heromonorununast pooepTCOHOBCKAs
TpaHcaokanus (caunuch 14-au 21-4
XPOMOCOMBI)
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Human chromosome 22

Nneorpamma 22-i1 XpoMOCOMBI Y€JIOBEKA



CHMHIPOM KOJIbIEBOU XPOMOCOMBI 22

BriziesieH B caMOCTOATENBHBINA CUHIPOM B
1972 rony. LlnToreHeTHUECKNE BAPUAHTHI
MOTYT OBITh Pa3JIMYHbBI: KOJbIIEBAS
XpoMocoMma 22, Aenenuu JJIUHHOTO TIjIeya
3TOU XPOMOCOMBI U MO3aUYHBIE BAPUAHTHI.
B 90% cnyyaeB naHHbIE XPOMOCOMHBIE
HapyIICHUS ABJSIOTCS MyTansMu de novo.
OCHOBHBIMU IMaTHOCTUYECKUMU
npu3HaAKaMK 3a00JI€BaHUsl SIBJISIIOTCSL:
MUKpoLe]anus, SIUKAHT, TUIICPTEIOPU3M,
KpYIIHBIE BBICTYNAOIIMUE TI1a3a («ria3a
JIaHW»), pacIleNHa s3bIUKa U HE0a, TYCThIE
OpoBu u pecHullbl. Kpome Toro,
OTMEUAETCS JUCIUIa3Hs Ta300€APEHHBIX
CyCTaBOB, KIIMHOJAKTWINS U CUHIAKTUIIUA.
[Topoky BHYTpEHHHUX OPTraHOB HE
XapaKTEepHbI. Y MCTBEHHASI OTCTAJIOCTh
MPOSABIISACTCS KAK JICTKOW, TaK U
BBIpaXKEHHOM onurodpeHueil. boabHbie
JIETKO BO30YIMMBI, OTMEUYAETCS YacTas
CMEHA HACTPOCHUS, HAPYILICHUE
KOOPAMHAIIMHU, a TAKXKE Ipy0doe
HEJIOPA3BUTHUE PEYH, BILIOTH J0 €€
OTCYTCTBUS.




Cunapowm Jlu [xopmxu

Cunapom aucamopurorenesa 3-4 xaOepHOU AyTH, BpOXKAEHHAS aria3usl TUMYyca U
napamniuTOBUIHbEIX kené3, cuaapom 22q11.2, CATCH 22 phenotype —
Pa3HOBUIHOCTh WJIMOMATHYECKOTO U30JIMPOBAHHOIO THIOTIAPAaTUPEO3a.
[Tonynsiuonnas yactota — 1 @ 20 000.
boJibHBIE UMEIOT CIENYIONNUE KIIMHUYECKNE
PU3HAKH:

ne(eKThl pa3BUTUSL TPETHETO U YETBEPTOTO
[JIOTOYHBIX KAPMAHOB, YTO MPUBOJIUT K
TUIIOIUIA3UM WJIW arla3uu TUMYCa C
neguuuToM T-KIETOK U
UMMYHOAE(DUIINTOM; AC(PEKTHI cepala u
XapaKTEepHbIE TUCMOP(PUUHBIE H3MEHECHUS
nuna (TUIepTesIopru3M, KOPOTKas OCh BEK,
SIUKAHT, IIUPOKUKA KOPOTKUU HOC C
BBIBEPHYTOW HOCOBOW MJIACTUHOM, CJ1a00
0003HAYEHHBI POT, MUKPOPETPOTHATHSI,
HU3KO PACIIOJIOXKECHHBIE TUCMOP(DUIHBIE
YHII/I),BOJI‘IB}I I1acCThb. http://www.24farm.ru/endokrinologiya/sindrom_di_dgordgi/
Jletn ¢ cunapomoM Jlu JI>Kopaxu 4acto

(pU3UYECKH U YMCTBEHHO OTCTaJIbIC.




Cunapom komaubux rjaa3 (cuaapoMm lIvuga-dpakkapo)

['eHOMHAas maTOJIOT W], BBI3BAHHAS IPUCYTCTBUEM )

o XPOMOCOME MApKEPHER
B KAPpUOTHUIIC ITAIITUCHTA MAJICHbKOU 22 XDOMOCOME
IOIOJIHUTEIBHON XPOMOCOMBI, COCTOSIILEN U3 IBYX
JNOIIOJTHUTENBHBIX KONUM y4dacTKa 22pter—ql 1, TO
€CTh YACTUYHYIO TETPACOMHUIO XPOMOCOMBI 22. Jlns
ATOTO 3a00JIeBaHUA XapaKTEPEH MO3AUIIU3M M3-3a
[IOTEPU MAPKEPHOIN XPOMOCOMBI BO BpeMs
MOCT3UTOTUYECKUX JICJICHUN B SMOPUOHAIBHOM
pasBuTud. CUHIPOM MOITYYHUIT HA3BAHUE
BCJIEZICTBHE XAPAKTEPHBIX AaHOMAJIAU TJ1a3 B BUIE
AHTUMOHTOJIOUTHOTO pa3pesa, KOJI00OMbI
paay>kKHOU U cocyiucToi obosouek. Jpyrue
CUMIITOMBI: 3aJIep>KKa (PU3NUECKOTO U
IICUXOMOTOPHOT'O Pa3BUTHSI, TUIIEPTEIOPU3M,
AMUKAHT, MUKPO(TaIbM, KOCOTJIa3ue, KaTapakTa,
npeaypuKyJspHbie (UCTYJIIbI, HU3KO
PAacCTONOKEHHBIE YU, IOPOKU PA3BUTHS
MOUYETIOJIOBOM U CEPIEYHO-COCYAUCTOU CUCTEMBI,
aTpes3us aHAIBHOTrO oTBepCTHS. [Ipn
KapUOJIOTUYECKOM UCCIEIOBAHUHN, IO KPAWHEH
Mepe B YaCTH KJIETOK, 0OHAPYKUBAIOT MAJICHbKYIO
100aBOYHYIO XPOMOCOMY.

G THAE
USHTROMEpE

22q11

LEHTROM epa

CAYTHAK
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Nneorpamma 23-i1 XpoMOCOMBI YeJIOBEKA



Cunapom MaptuHa - bemnna

CUHIPOM JTOMKOM, Wik PparmiibHON X-XpOMOCOMBI. |
Hazanue cungpomMa o0bsicHsIETCS 0c000i (hopMOit
CTpOEHUST X-XpOMOCOMBI, KOTOPasi UMEET XOPOIIO
3aMETHYIO TIEPETSHKKY HA KOHIIE JUTMHHOTO TIIeyYa.
DKCHaHCUs €AUHUYHBIX TPUHYKIICOTUIOB

(LII'T) B X-xpomMocoMe U IPUBOJUT K
HeJlocTaTouHOM 3Kkcnpeccun 6enka FMR 1, koTopsrit
HEOOXOAUM JIJI1 HOPMAJIBHOT'O Pa3BUTHS HEPBHOM
cucteMbl. CyIIECTBYET YETHIPE OCHOBHBIX
COCTOSIHUSI XPOMOCOMHOTO Y4YaCTKa,
MOJIBEPKEHHOTO HAPYIICHUAM IPU

CUHAPOME JIOMKOU X-XpPOMOCOMBI, KOTOPBIE
OTHOCSITCS K YJJTMHEHUIO TOBTOPSIOIINXCS
nocienosarenbHocTet LII'T. HopmanbeHOE
KOJIMYECTBO MTOBTOPOB (OTCYTCTBUE CUHAPOMA) — OT
29 no 31. IIpemyTanusa — ot 55 g0 200 mOBTOPOB
(cunapom He pa3BuBaercs). [lonHas myTausa —
oosiee 200 moBTOpOB (00BIYHO OT 230 110 4000), pu
KOTOPOM MPOSIBIAECTCS CUHAPOM. [IpomekyTouHOE
COCTOSTHME, WJIW aJUIEU cepor 30HbI, — 0T 40 10 60
ITOBTOPOB.

SBinsieTca 0JTHOM U3 HAMOOJIee PacCPOCTPAHEHHBIX
MPUYMH HACJIEJCTBEHHBIX OJUTO(QPEHUN Y MY>KUUH
(mpumepHo 1 Ha 2000 poxaeHui).

https://fb.ru/article/172914/martina-bella-sindrom-
priznaki-simptomyi-i-shema-lecheniya



CunapoM Maprtuna - benna

J171s1 G0JIBHBIX XapaKTEPHbI HEKOTOPHIE
MOp(hoJIOruyecKre MpU3HaKu, KOTOPhIE HE BCeraa
OTYETJIUBO MPOSABIAIOTCS (BBICOKUI BBITYKJIbIN
7100, KPYITHBIC YIIIM U YEJTFOCTH, KPYITHBIE KUCTH
PYK, YBEJIIMYEHHBIC SIMUKH). Y MCTBEHHOE Pa3BUTHE
KoJieoercs Mexay 3HadeHusiMu 1Q ot 30 g0 65
(MHOT/1a B TpaHUIlaX HOPMBI). Peub n3o0umyer
MOBTOPaMU, YaCTO BCTPEUAETCSI CBOCOOPa3HOE
3ankaHue. s neTer XxapakTepHa JBUrarejibHas
PACTOPMOKEHHOCTb U HEKOTOPBIE CUMITTOMBI
ayTu3ma (peOeHOK n30eraer rjia3Horo KOHTaKTa,
MIPOU3BOJUT CTECPEOTUITHBIE JBUKCHUS PYKaAMHU,
UCIIBITHIBAET CTPaxH). J[ake mpu JIErKou CTENeHN
WHTEIUICKTYaJIbHOW HEJIOCTATOYHOCTH JETH C
TPYJOM OBJIQJICBAIOT HABBIKAMU CUYETA U MMUCHhMA.
J{1s1 maHHOTO 3200JIEBaHUS XapaKTEPHO SIBJICHUE
AHTULUNALINY, T.€. YCUJIEHHUE TAKECTH 3a00JICBaAHUS
OT MOKOJICHHUS K MOKOJICHHUIO. DTO CBSI3aHO C
HapacTaHUEM YMCJIa TPUHYKJICOTUIHBIX TOBTOPOB B
MYTUPOBABILIEM y4aCTKE X-XPOMOCOMBI.




Abeppaunu XpoMoCoMbI X

—0 Mbp

p arm

—61.0 Mbp

q arm

_156.0 Mbp

Nneorpamma X XpoMOCOMBI YETIOBEKA



JlucreHesusi roHaj

4 6 XX «I[I/ICFCHCBI/I}I IroOHa/Jl — paHHAA OCTAHOBKA
b p IrOHaJ0IcHe3a, Iporn3omeaniasa 10

46, XX g- mudGepeHITUPOBKHU TIEPBUYHBIX TTOJIOBBIX KJIETOK B
OOIIUTHI MJIU CIICPMATOTOHMH»
[ToTeps nuieua X-XpoOMOCOMBI

BBI3BIBACT IPU3HAKU, CXOAHBIE C TEMU,
KOTOPBIE MPOSBIIAIOTCSA IIPU MOJIHOMU
norepe X-XpoMOCOMEI (Y JKCHIIUH).
[ToaTOMY MpHU3HAKHA CXOHBI C
MpU3HAKaAaMH CUHAPOMA
[lIepemeBckoro-TepHepa.

KnnHuka:

Hapy>xHbIe m0JI0OBBIE OpraHbl ChOPMUPOBAHBI

10 )KCHCKOMY THIIY;

[TosoBBIE OpraHbl UMEIOT TSHKEBUAHYIO (POpPMY;

TenocnoxeHne HOpMaJIbHOE;

BTopuyHbIE IMOJI0BBIC IPU3HAKU HEAOPA3BUTHI; HAepotxa 15 yer.
Cungpom TepHepa.

becnnoaue;

CnoHTaHHbIN y0OepTar.
BbICOKHI ypOBEHDb TOHAIOTPOIIUHOB.




IlaToreHes qucreHe3Mu roHaja npu cuHapome TepHepa

HopmasibHas 3akiiaaka,
Henocrarok HO IIPOTPECCUPYIONIAS Jlemenms
ICHOB JAerpaganus SHIYHUKOB JIOKYCOB
DSS n Xp21 c 14-18 nHemenb Xpll.1, Xql2-21

OEpPEMEHHOCTH

HMHorma Kk MOMEHTY POXKIECHUSA COXPAHAKOTCS OOLIUTHI,
YTO OKA3bIBAETCA JOCTATOYHBIM
JUISI HOSIBJICHUSI MEHCTPYAIMK M JakKe OEPEMEHHOCTH




[TartmenTka 16 JerT.

Kapuorun 46@

JlucreHesns TeCTUKYII




[ pynmoBsie adbeppauu XpoMOCOM



CunapoMm KaprareHnepa

MonoresHoe 3a00JieBaHHE C ayTOCOMHO-
PELIECCUBHBIM TUIIOM HACJICOBAHMS.
XapaKkTepUu3yeTcs TpUaiaou:

1) oOpaTHOE pacnoI0KEHUE OPraHoOB,

2) OpOHXO0AIKTa3hl U

3) XpOHUYECKHUI CUHYCHT, —

I0-BUJIMIMOMY CBSI3aH C U3MEHCHUEM
OKOJIOLIEHTPOMEPHBIX I'€TEPOXPOMATHHOBBIX
paiioHoB (C-reTepoXxpoMaTHHA) XpOMOCOM
1,9, 15, 21.



http://upload.wikimedia.org/wikipedia/commons/9/99/Situs_inversus_-_Mirrored_heart_and_lungs.jpg

Cunapom BuabsiMca (JIMIO «3Jb(a»)

Omwmcan B 1961 rony. [lonymsiuuonnas
yactota | Ha 10000. Beiaensatot 2 rpymnmsl
OOJIBHBIX C TAHHBIM CUHIPOMOM:

1) knaccuueckas popma ¢ penenueit 711,
KOTOpasi 0OHapyxuBaetcs B 96% ciydaes;
2) 6onee peakas hopma, Ipu KOTOPOid
oOHapy:kuBaroTcs aejaennu B 11 u 22
xpomocomax — 11q13-q14 u 22q-,
BBISBJISIEMBIE B OCHOBHOM C MOMOIIIBIO
MOJIEKYJISIPHO-IIUTOTC€HETUYECKUX METOJIOB
uccienoBanusi. OCHOBHBIMH
JUArHOCTUYECKUMU MPU3HAKAMU CUHAPOMA
SABJISIFOTCS: HEOOBIYHOE JIMIIO, DITUKAHT,
OTE€YHOCTbh BEK, KOPOTKUIH HOC C OTKPBITHIMU
BIIEpE HO3JIPSMHU, MTOJTHBIE IIEKHU,
MUKporeHus. [IaTonorust BHyTpeHHUX
OpraHoOB BKJIIOYAET HAJIKJIAMAHHbBIA CTEHO3
aopThl, IePEKTHI IEPETrOPOIOK Cep/lia,
CTEHO3 JIETOYHOM apTepru. Y MCTBEHHAS
OTCTaJIOCTh PA3JIMYHON CTEIEHH,
pa3HOOOpa3HbIEC ICUXUYECKHUE HAPYIICHHUS,
HU3KAW UHTEIUIEKT. C BO3pacToM
3a00JICBaHUE YTSIKEIICTCH.

https://cyberpedia.su/3x1edc.html
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