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v JleTckoe OKHpeHHUE - HOJUANCIIATLIMHAPHAS
KOMILJIEKCHasl mpo0ieMa, Jajaekasi OT CBOErO PeIIeHus.
OAHUM U3 CaMbIX PaCIIPOCTPAHEHHBIX XPOHUYECKUX
3a00J1eBaHU B MUPE B HACTOSAIIECE BPEMS SIBJISCTCS
oxxupenue: no gaanHeM BO3 k Hagany XXI Beka
M30BITOYHYIO Maccy umelio okoiao 30 % HaceneHus
TUTAHETHI.




Oskupenue y aereil — COCTOSIHUE, IIPU KOTOPOM
(akTHUECKas Macca Tena peOeHKa MPEBBIIIAET BO3PACTHOM
HOpMaTuB Ha 15% u Ooee, a mHIEKC Macchl Tena >30.




[IPOTPECCUPOBAHUE OXWUPEHUS V JNETEN BEJIET K
PABBUTHUIO B BYIYIIEM:

7 CEepACYHO-COCYIUCTHIX,
? BHAOKPHUHHBIX,
7 METa0OJIMYECKUX,

7 pEenpOaYKTUBHBIX
HAPYILIEHUN,

» 3a00J1€BaHUN
MUIIEBAPUTEILHOIO TPAKTa
1 OIOPHO-IBUTaTCILHOTO
amrapara.




KHACCI/ICDI/IKAL[I/I}I [TPUYNH OXHNPEHNA

Ilepsuunoe oxcupernue ObIBACT:

anumenmaphvim (CBI3aHHO C IOTPEITHOCTSIMH B
NUTAHUH, B YaCTHOCTH, C IEPEKOPMIICHUEM,
COIIPOBOXKIACTCSI HAPYIICHUSIMH B COCTOSIHUH
3JI0pOBbsI pedeHKa, HE MPOrpeccupyeT, U k 5-10 rogam
IETH CTAHOBATCS (PU3UUYECKU IPABUIIBHO CIIOKCHHBIMH.
Onnako, 25-30% nerer COXpaHsSIOT

ATUMEHTAPHOE OXKMPEHHE JI0 TIePHUOJia ITOJI0BOIr0
CO3pEBaHN)

IK302EHHO — KOHCMUMYYUOHAAbHBIM (CBI3aHHO C
HACJIEICTBEHHOCTBIO).



BropuuyHoe o:xxMpeHue — CIECACTBUE PA3TUYHBIX
BPOXJICHHBIX WJIM MPUOOPETECHHBIX 3a00JI€BaHN, HA
doHEe YHIOKPUHHOM IATOJIOTUH (HAIIpUMEp, HApyIIICHHE
(DYHKIMM IIIUTOBHUHOM YKEJIC3bI, aJIMII030-TC€HUTAILHOM
nuctpoduen, nopaxenuem [{HC

(BcienctBue UMT, meHnHTHTA, SHIIC(DAIINTA,
HEUPOXUPYPTUYECKUX OIIEPaALIiN, OIIYXOJIEU TOJIOBHOIO
MO3ra | IIp.).



M30BITOYHASI Macca
Tena=0KUPEHHUe



U30bIMoOUHAA MaAcca meia - NPEBBIIICHNUE
YCTaHOBJICHHBIX CTaHIAPTOB MAacCChl TeJa MO
OTHOILIECHUIO K POCTY, HO MPHU I3TOM OTJIOKEHHUE KHPa
€IIC BHEIIHE HE BBIPAXKEHO M YETKO HE IPOSBIISECTCS.
M30bITOYHAs Macca Tejla pacCMaTpUBAETCS KaK (haKkTop
pHCKa, BEIYILIMH K PAa3BUTHIO OKUPECHUS.

Osicupernue — 1T0 XPOHUUECKOE 3a00JICBaHUE,
XapaKTEePU3YIOIIEeCss HCHOPMAIBLHO BBICOKHM
YBEJIMUYECHHUEM MACCHI )KUPOBOM TKaHU B TEJIE.



KPUTEPMEM OLIEHKHM M3BBITOYHOM MACCHI TEJIA U
OXXWUPEHUS ¥ B3POCJIBIX CIIYKUAT MHAEKC MACChI TEJIA
(MMT). OH BBIMUCIISETCS IYTEM JIEJEHUST MACCBI
TEJIA (KT') HA POCT TEJA (M) BO3BEAEHHBII B KBAJIPAT.

MMT » BeC (kr)

POCT (M) XPOCT (m)




[ EHETUYECKME MEXAHU3MbI O)KUPEHU S




BHauase y )KUBOTHBIX, @ 3aT€M M y YeJIOBEKA ObLIN OOHAPYKECHBI
1 KJIOHUPOBAHbI T'€HBI, MyTAllUA KOTOPBIX BBI3BIBAKOT OKUPEHUE.

I'en LEP (crapoe na3zsanne OB) xonupyer entus u
IKCIPECCUPYETCS MPESUMYIIIECTBEHHO B )KUPOBOM TKaHH.

VY Mplei tuaud ob/0ob ¢ HacaeACTBEHHBIM OKUPECHUEM UMEETCS
myTanus reHa LEP, mpuBogsmas k npexxaeBpeMeHHOM
OCTaHOBKE TPAHCIISIIMHA M K 00pa30BaHUIO YCEUCHHOTO,
OMOJIOTMYECKU HEAKTUBHOTO JienTUHA. [Ipu jieueHnn MbIen
ob/ob nenTrHOM Macca Kupa U IMOTPEOIICHHE TTUIIH CHIDKAFOTCAL.

VY mbimeit muaun db/db, penoTunMYecKkn CXOMHBIX ¢ MBIIIAMU
ob/ob, mpu4unHO OXKUPEHUS SABISICTCS MyTallds T'eHa pelenTopa
JICITUHA, IPUBOAAIIAS K HAPYIICHHIO CIUTaiiciHra. MyTtainuu resa
LEP u rena peuenropa nenrtuaa (LEPR, crapoe nHazsanune DB)
OOHApY>KUBAIOTCA U Y HEKOTOPBIX OOJBHEIX OKHPEHHUCM.



Cunarom ITrAEPA-Buiiim




Cungpowm IlIpanepa-Bummu (CIIB) — moBoNIbHO peako
BCTPEUAIOIIECECS TEHETHYECKOE HAPYIIICHUE, ITPU KOTOPOM {
I'€HOB Ha 15-1i OTIIOBCKOI XpOMOCOME yaaeHbl (BO3MOXKHO,
YACTUYHO) WM HE (PYHKIIMOHUPYIOT HOPMAJIHHO.




CunaroMm IIrAnEPA-BuiIN: TEHETUUECKUIA
MEXAHU3M

cunpoM llpanepa-Bunnu
00yCIIaBIMBAIOT IBa

MGX&HI/IBMBIZU MUKPOJCIICIIUS < (“.“)
MIATHAAATON XPOMOCOMBI, s ﬁ

P M P M

Cungpon Mpagepa-Bunnu: reneTnyeckne MeXaHH3Mbl BOIHHKHOBEHNA
KOTOpasi IMOJIydCHaA OT OTHA
N UAUOCOMMUS MATCPHUHCKHX

ﬁ @)
XxpoMocoMm (00e oHH ﬂ

HOJ]quHLI OT MaTepI/I) Hopua Deneupas MarepuHckaa  Hapywenne

YYacTKa HioaMcoOMHA HMMMOPHHTHHIA
[IpuyrHOM cUHIpPOMA Ao oe
[Ipanepa-Buiuu saBisieTcs

OTLIOBCKasi MUKPOIECIICIUS



Bonbline Kputepumn Manble kputepumn

OO011as TUMOTOHUS C YTHETEHUEM COCATEIBLHOIO
pednekca B HeoHaTanbHOM MEPUOE U TPYAHOM
BO3PACTE KYNHPYIOTCS CAMOCTOSITEIBHO.

Hapymienusa nutanus B paHHEM BO3paCTE,
TpeOyrolre CreyualbHbIX MAHUTTYIISIIIUN U
MPUBOJISIINE K 3a1€PKKE (PU3UUECKOTO Pa3BUTHUS

N36bITOuHas i ObICTpasi mprubaBKa MacChl Tea
B BO3pACTE OT OJTHOTO JI0 IIECTH JIET, IICHTPATbHOE
OXKHpEHUE

XapaxkTepHble U3MEHEHUS ulia (nonuxonedanus,
y3K0€ JIUI0, MUHAAJICBUIHBIC TJ1a3a, MAaJICHbKUH
POT, TOHKAasi BEpXHSS T'y0a, OIYIIIEHHBIC YIIIBI pTa
(Obomnee TPEX MPU3HAKOR)

OO0mas 3a7epkKa pa3BUTHS, yMCTBEHHAs
OTCTAJIOCTh JIETKOW WJIM CPENHEN CTEIICHU,
HECIIOCOOHOCTh K 00YUYEHUIO

['unepdarusi, HaBI3UMBOE OTHOILICHUE K €/I€

Henmenus 15q unn maTrepuHCKast AUCOMHUS

Henocrarounasi mogBM»KHOCTb MJ10/1a, MilaIeHYECKas
aeTaprus, cinaOblil KpUK

HctepuuHOCTh, YIPAMCTBO, PUTUIHOCTD, arPECCUBHOCTD,
BCIIBIIIKM HEMOTHBUPOBAHHOI'O THEBA, 00CECCUBHO-
KOMITYJIbCUBHBIE HAPYLIEHUS

CKJIOHHOCTB K BOPOBCTBY, TATOJIOTHYECKast JOBKOCTb,
HeratuBu3M (0oJiee MATH MPU3HAKOB)

Hapymenue cHa nim ke HOYHbIE alTHO?

Hwuzkuii poct

I HUITOIIMTMCHTAaIUA KOXKH

ManeHbkue pyKu /Ui HOXKKA
VY3Kue KUCTU PYK

Hapymenue peun, Bsi3kast citoHa

Muonusi, cxosleecss Kocoriazue



JIMATHOCTUKA CHUHJPOMA 11PAEPA-Buim




Bo Bpemsa Y3 6epeMeHHOM KEHIIMHBI Bpad BUAUT
M30BITOK aMHUOTHYECKOMN KUAKOCTH, MOHUKEHHYIO
MTOJIBUKHOCTH IIJIOJIA U €Tr0 HENPABUIIBHOE
PACIIOI0XKEHHUE.

MaTb MOZKCT CAaThb KPOBb HAa COACPIKAHHUC
XOPHOHHYCCKOI'O 'OHAAOTPOIINHA

JIHK-Mapkepbl 1 MOJIEKYJISIPHO-OMOIOTHYECKUE
TEXHOJIOTUU. biaromaps 3TuM MeTo/1aM €CTh
BO3MOYKHOCTh ONPEJCINTh KaK CYOMHUKPOCKOIIUYECKYIO,
TaK U (PyHKIMOHAIBHYIO Marojioruto Ha JJHK-ypoBHe
NaXe y NalrueHTOB, KOTOPbIE HE UMEKOT BUIUMOU
MIaTOJIOTUU XPOMOCOM.



BHELIHMN BU BOJIBHBIX CUHIPOMOM 1 IPAJIEPA-
Bwium




CUHAPOM JIOPEHCA-MYHA-BUAJIA




JIoPEHCA — MYHA — bUJ1d CUHIIPOM

— HEHUPOIHJOKPUHHOE 3a00JI€BaHUE, MPOSBIISAIONICECS
IIUTMEHTHBIM PETUHUTOM, OKUPEHUEM, MOJIUJAKTUINECH,
TUIIOT€HUTAIU3MOM U YMCTBEHHOW OTCTAJIOCTBIO.
Cunzpom onucan B 1866 roj Jlopencom 1 MyHOM Kak
COYETAHUE MUTMEHTHOTO PETHHUTA ¢ TUIIOTEHUTAIM3MOM,
3aaepkkoi pocta u onuroppenuei. B 1920 rog bapae
(G. Bardet) oOparwi BHEMaHuE Ha TONMIAKTHINIO IIPU
3TOM CHHApOME, a B 1922 rox buane onucan apyrue
MIOPOKH Pa3BUTHS MPHU 3TOM cUHApoMe. ONHCcaHo
HemHoruM oosee 400 00abHBIX. 3a007€BaHUE YACTO
UMEET CEMEUHBIA XapaKTep, Yallle BCTPEUACTCA Y JIUI
MY>KCKOTO T10J1a.




[IPUYMHA BO3HUKHOBEHUS CUHIPOMA JIOPEHCA
— MvyHA — buig

DTHOJIOTUS U MIATOT€HE3 U3YUYE€HbI HEAOCTATOYHO.
HauOonpiiee 3Ha4eHUE NPpUIAETCS TEHETHUECKUM
(hakTOpaM, OJHAKO THUIl HACJICAOBAHUS HE YTOUHEH.
JlomyCKaeTcs, 4T0 CUHAPOM SIBIISIETCS CIICICTBUEM
BHYTPUYTPOOHOIO MOBPEKACHHUS 1014, HAIIPUMED, PHU
TOKCOIIJIa3MO03€, KPAaCHYXE y O€pEMEHHBIX.




[TATOJIOTMUECKUE U3MEHEHUS TIPU CUHJIPOME
JloPEHCA — MYHA — buid

AUCTpOUIECKUE U3MEHEHUS SJIEP TUIOTajJaMyca C
YMEHBIIICHUEM YMCJIa TAHTIIMO3HBIX KJIETOK U
3aMEIICHUE UX TJIMO3HBIMU 3JIEMEHTAMM,

aTpo(Pus MO3rOBBIX W3BUJIMH,
BPOXKAEHHOE OTCYTCTBUE MO3OJUCTOIO TEJIA;

ne(hEeKThl pa3BUTHS NOYECK — (PeTajbHas JOJIBYATOCTb,
TUIIOILIA3MS, TUCIIIA3HUS;

BpoxXAEHHBIE TIOPOKU CEPIa U COCYIIOB U JIp.



KJIMHUYECKUE TIPOSIBJIEHUS

7 OxupeHue

o IlurmeHTHaAst TUCTPOPUA CeTHaTKH
» I'mmoroHaauszm

> PaccTpoucTBa IICUXUKU

> TlonupakTunus




CunaproMm KonHa

> Cunapom KosHa sgBiIsieTCst ayTOCOMHO-PEIIECCUBHBIM
F€HETUYECKHUM 3a00JIEBAHHEM, KOTOPOE BBI3BIBACTCS MYTAIUSIMH E
I'€HE, PacHoJI0KEHHOM Ha XpoMocoMe 8 B JIoKyce 8q22-q23.




CHUMIITOMBI

O’KMpPEHHUE, 0COOCHHO B TYJIOBMIIE, HO PYKH U HOTH
TOHKUE

«T'yOHOM KEJI000K»

YMEHBIIIEHUEM MBIIICYHOTO TOHYyCa (TUIIOTOHUA),
aHOMAJIMH TOJ0BBI(MUKpOILIEhaIs)

bonpume yum

AHOMAJINH pa3BUTHUS YEITIOCTEH

YMCTBEHHAsI OTCTAIOCTb.

IMUTMCHTHBIU PCTHHHUT



BHELIHMIT BUJT BOJILHOTO C CUHAPOMOM KoO3HA

JleBouka ¢ cunapomoM Kosna Ta xe meBouka (Bo3pact 7 JeT)
(Bo3pacrt 4 roza)




3 AKJIIOUEHUE

TakuMm 0Opa3oM, NpUYMHAMM JIETCKOIO OKUPECHUS
SIBJISIFOTCSL HE TOJIBKO HepallMOHAJIbHOE MUTAaHKE,
TMIIOAMHAMMS M HEIIPABUJIBHBIA PEKUM JIHS, HO U
HaCJICJICTBEHHbIC MyTallil, BOBHUKHOBEHHUE KOTOPBIX HE
CBSI3aHO HM C OJIHUM U3 3TUX (PakTopoB. JIeueHne Takux
3a00JIeBaHUl, B OCHOBHOM, CUMIITOMarudeckoe. Ho
reHHas MH)KEHEpHsl HE CTOUT Ha MECTE, TaK 4To,
BO3MOKHO, CKOPO HAy4darcs UCHPaBIISITh JaXKe TaKue
CJI0’KHBIE€ HApYIIIECHMS, KAK XpOMOCOMHBIE a00epaIyu.



CHACUBO 3A BHUMAHUE!




