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METOObl USYHEHNA NTEHETUKWA
YEJIOBEKA

1. KNnUHUKO-reHeanornyeckn meton
(cocTaBNEHNE POAOCIOBHbIX, Mpeanoxun B1865
r. ®.ManbToH).

2. BninsHeLoBLIN MeToA, (Npeanoxun B 1875 .
®.[[anbToOH).

3. Oepmatornudmnyeckun meTton (NMPea oK
B 1892 r. ®.[anbTOH).

4. MonynAUNOHHO CTaTUCTUYECKNA MEeTop,
(mpepnoxunn B 1908 r. [ . Xapan n B.BanHoepr).

5. UuTtoreHeTnyeckun metoa (Mpeanoxnnm B
1956 r. 1.Tuno n A.JIeBUH).

6. BMoxummnyeckun meToa.
7. MonekynsipHO-reHe TM4ECKUN meToA




KnHUKo-reHearnornyeckum metoz

[l - 3ropoBbIi MyxunHa (GonbHol -| | ) m MeToa cocTOUT U3 3-X 3TarnoB:
. - 300poBas XeHWwmHa (bonbHaa - ) 4 1. C60p cBEAEHWin O CEMbE

-

B3 o
.T - 6pak; npobaHg - . 2. CocTaBfieHne popocIoBHON
“ ® 3 [eHeallormMyeckni u

reHeTUYEeCKNin aHanns.
rfl”“ i ‘ - netn (cnbceobl)
b

Cbop AaHHbIX HaYNHaAETCA C

npobaHaa - YeoBeKa,

| PO/,OCJIOBHYIO KOTOPOro HY>KHO

._ d COCTaBUTb. bpaTbsa 1 cecTpa ero
; ‘ s Ha3biBalOTCA CUDOCHI.

| [1nA cocTaBneHNAa poaoCc/iOBHON
E Y MNPV MEHSAIOT YCIIOBHbIE
obo3HaYeHNA N AenaKoT
rpadmyeckmne n3obpakeHns.




KoacdhcpuumeHT nHTennekra, unu 1Q, no3sonseTt KONMYecTBEHHO N3MEPUTb
reHeTnyeckn obycnoBneHHble YMCTBEHHbIe cnocobHocT ntogen (Y AN3UroTHbIX
bnusHeyos cnaboymue : H =0,25, a y MOHO3UTOTHbIX — 0,95)

ﬁOIaccmwaM nosxavesnno | Q (U _ Mopm-. Kannmxax
B, 1966, cp. 536). EEa
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[ eHeanornyeckmm metoa

[ eHeonorma — Hayka o

POJOCMNOBHbIX.

TexHn4Yeckn KnnHunKo-

reHeosIorM4Yecknmn metTon
CKlagbliBaeTCcs 13 2 3Tanos:

CocTtaBneHne poaoCcroBHON
cXeMbl (gpeBa)

CobCcTBEHHO reHeonormM4eckmni
aHanus

PooocnoBHas cocTaBndaeTcs no
OTHOLLUEHUIO K OTAENBbHON
oonesHu.

BkntoyatloT 3-5 NOKOSIeHUMN.
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AyTOCOMHO-AOMUHNPYIOLLINIA TUT
HacnegoBaHUS

1. Bosie3Hb BCTEYAETCH B KayA,0oM MOKONEHNN POAOCTOBHON.
2. CooTHOLLEHN E BOMBHBIX MafbYNKOB U JEBOYEK PpaBHOE.
3. BonesHb Yy roMo3NioT NPOTEKAET TAXKENEE, YEM Y FETEP O3NTOT.

4. BepoATHOCTb pOoXAEHNS BOSIBHOMO peBEHKA, ECNN BOMEH OANH N3
poanTenen, paBHa 50%.

0. BoamoykHbI criiyyan, Koraa 6ofe3Hb HOCUT CTEPTbIV XapaKTep
(HEMoNIHaA MEHETPAHTHOCTD FEHA).




AYyTOCOMHO-AOMUHAHTHbIN TUT
HacrnegoBaHWA:

e JKCMPECCMBHOCTb — 3TO CTENEHb
Bblpa)X€HHOCTN OENCTBUA reHa Yy
oToernbHoOW ocodu. NoHaTme
9KCNPEeCCUBHOCTU aHarmIorM4YHo NOHATUIO
TSXXeCcTun 3aboneBaHus.

* [leHeTpaHTHOCTb — 3TO YacToTa UNK
BEPOATHOCTb NPOABMNEHNA aHANOMNM4YHOro
reHa.



MUKPOCOMUA

" CuHOpOM MepBou XabepHou
ayri.
KnvHnyeckue npusHaku:
OHOCTOPOHHAA aHOManns
VILIHOW paKkoBWHbI U
rnonaaans HUKHEN YEROCTN;
aHomanuy rmas; Lo
ACUMMETPNYHO, HApYLUEHNE

MApuKyca.
Tun HacneaoBaHusa: A4

[TonynAaunoHHaA YacToTa
HEN3BECTHA




POBMHOBA CHUH/IPOM

Briepebie onvcaH B 1969 T

KnnHn4yeckne npunsHaku:
HEODBLIYHOE CTPOEHNE NnLa,
YMEPEHHAA KapJINKOBOCTb,
FMRonnasnd rnosioBbiX
OpraHoB, MakpoLledhanns,
AMVKaHT,

KOPOTKNI HOC,
bpaxngakTnnang, BoiBUX beapa,
aHomannn pebep.

Tun HacriegoBaHuda — A/l

[lonynaunoHHasa YacToTa
HEN3BECTHA




BUJLIBSIMCA CUHIPOM

Briepeble omvcaH B
1991

KrinHnyeckue
NMPU3HAKWU:

HeobbIYHOE ML,
HWBKNI POCT, KOPOTKIIA

HOC, MNOJIHbIE LWEKN,
MallEHbKaA HNHHAA
YEJHOCTb, YMCTBEHHAHA
OTCTalIOCTb.

Tun HacnegoBaHUA —
Al

NonynauunoHHad
YyacToTa HEN3BECTHA.




KnnHnyeckne npmaHaKku:
CyLLECTBYET ARa BapnaHTa:

!N A, NPy KOTOP OM
AOMNOAHNTENBHBIN ManeL]
chyHKLUMOHaneH, n Tun B,
KOrZia AOHOMHNTENLHBLIN
MajieL] HegopasBuT 1
MPEACTABAAET cOboN
KOXXHbIN BbIPOCT.

Tun HacrnegoBaHua: AQ

lonynAaunoHHasa YactoTa
— ot 1:3000 o 1:650




" KnuHun4deckue npusHak: i
CMHAOAKTUJIINA — 370 e o
‘-

CpalleHne pasnnyHbIX -
[ManbLEB KUCTEN 1 cTon. Ha '
KNCTAX Yalle BCEFO

BCTPEYAETCA Mexay 3 —4

FAalibamMi;, a Ha CTOrax

- Mmexay 2 — 3.

Tuvn HacnegoBaHuA: AL

MNonynAUuNoHHAA YacToTa —
1:2500 -3000




SKTPOTAKTILINSA

Briepebie orncad B 1970 .

KnnHuyeckne npnaHaky:
HEAOPA3BUTNE NN
OTCYTCTBUE OAHOro NN
HECKOMBKNX MasibLEB
KUCTEWN NJN CTOr.
BozmoyHa pacliennHa

[Yobl 1 HEDA, YMEPEHHAA
[UrorAasns HOrTen,
HEMpaBnJibHasa copma
3yOOB, MHOXXECTBEHHbIV
Kapuec.

Tuvn HacnegoBaHnsa - A4

[MonynAaunoHHaA YacToTd
—1:90 000 -160 000




1. BonbHON peBEHOK poXKAaETCA Y KIMHNUYECKN 3[,0POBbIX
POANTENEN.

2. bonetoT cnbcebl, T.€. bpaTtba N CECTPA.

3. Oba nona nopakatoTcd 0ANHaKOBO.
4. Yalle BCTpEYAETCA MPU KPOBHO-POACTBEHHbLIX Bpakax.

5. Ecnn BbonbHbl 0ba cynpyra, To Bce AeT OyayT DonbHbBIMMN.




AXOHOPOI'EHES

KrnnHn4yeckne npusHaku:
BoAAHKa Mnofga, pe3Koe
YKOPOYEHNE KOHEYHOCTEN,
len 1 TynoBnila, bonblune
pa3mMepbl YEPEMA.
PeHTreHonornY ecKn

BbIABMNAETCH YKOPOYEHNE
PEBEP 1N OTCYTCTBUE
KanbLnuKaLny Ta3oBbiX
KOCTEN W MOACHNYHBIX

NO3BOHKOB.
Tuvn HacrieaoBaHud: AP

[lonynaunoHHasA YacToTa
HEN3BECTHA




PACLLENNHA TYBH!

» KrinHn4deckue rnpusHaku:
pacluennHa rybbl/Heba,
MUKpOoLIEhanns, LWnpoKas
MepeHocrLa, YacTo InNKaHT
N TENOPU3M, AehopmaLnm
MeEPBbIX NanbLEB KNCTEN,
NCKPUBMEHNE HOCOBOWN
MEPEropoaKn N aHomannm
3y0OOB.

» Twun HacnepgoBaHuda: AP

# [lonynAauoHHaA YaCToTd —
1:1000
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YEPEI B #OPME TPUJINCTHUKA

KrnnHn4eckie npuaHak:
XapaKkTepHada dpopma Yepena
(BO3HWKAET BCAEACTBUNE
BHYTPUYTPOOHOrO 3apacTaHng
LIBOB) 1 nnLa, BbICOKNI J100,
MTO3, KNOBOBNAHbLIN HOC,

aH TUMOHIONIONAHbIN pas3pes
rnas. YacTo BCTpeYaeTcH B
COYETAHUN C APYFMN
aHoMaJanamn.

I HacriegoBauns: AP

I'Ionynﬂumo HHaHA YaCl01d
HEN3BECTHA




1. BosieloT To/IbKO MalbY Ky [0 JANHUN MaTepu.

2. Pogntenv npobaHaa 3A0poBLI.
3. BosibHOM My>4YnHa He nepenaet 3abosieBaHne, Ho Bce
ero AoYepwn ABMASTCA HOCUTEIBHNLLaMN.

B Opake XeHLIHbI-HOCUTENBbHMLLEI € BOBHBIM MY XY HOMN
50% pouyepen n 50% cblHOBEN B0JIbHBI.




Tun HacnegoBaHUS, CcUENNEeHHbIN C
NOSiOM:

* [emoounua — Buktopus.

« Kopornesa AHrnunmn, poame CbiHa, CTpadatoLlero
remounnen, 4epes CBOMX Ao4Yepen n BHy4veK
nepenana remodunuio Banbsaemapy n 'eHpuxy
[Tpyccknm, pugpuxy ['ecceHckomy, LapeBudy
Anekceto PomaHoBy, AByM DaTTEHOEPICKUM U
OBYM NCMaHCKUM MpuHLUam
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CVHOPOM AAPCKOIIO

*  CyHAPOM AapCKoro, Wiy SnUe-nanbUe-reHnTaibH BN
CUHAPOM NOACGHO enncaH B 19701

KAVHNYECKIE MPNBHAKN: OTCTaBaHIE B POCTE,
NEPTENOPVEM, KPYIFIOE ANLO, KOPOTKII HOC C

BBIBE PHYTBIMIL HO3APAMN, aHTMMOHIONONAHBIN Pa3PES a3,
703, MAoNNA3NSE BEPXHEN YENHCTI, aHOMasim VLLH O
PaKoBIHBI, BpaxnaakTnnInEa i pasbonTaHHOCTE CYCTaBoB,
NEPENOHKN Y OCHOBaHNA NaibLER, WaNEBNAHad MOLUOHKA,
KpURTOPXN3M, (hMO3, YMEPEHHAHA YMCTBEHHASH OTCTAN0CTH.

Tun HacnenoBaHUA: X-CLENNEHHbIN
peLleCCUBHbIN

o NMonynAuuoHHaaA YacTtoTa —

= HeN3BecTHa

CooTHoweHue nonoe — M1 : XKO

s

PR E———.

BonbHbIe C CHHAPOMOM AapCKOro: runepTenopusm, Nros, aedop-

| MUpOBaHHLbIE YUIWX, OTKPbITbIE Briepen HO3APM!, aHTMMOHI'O.ﬂOMnglﬁ
paspes rnas, WMpokan nepeHocuua, wanesnaHad MOLUOHKaA.




HNepmatornudpuyecknm Meton

BonesHb [ayHa: nuuo
OonbHOro U nagoHob (0)

B reHeTuKe ncnonb3yo TCA pasgensi:
AAKTUIocKonus (puc. Ha
noAylleykax nanbues),
narnbMoOCKOMNus (puc. Ha NafoH siX)
W NnaHTockonus (puc. Ha
NnoAoLLBe).

PasnunuatoT 4 TMna y3opos:
A — ayrn (6%), L —netnu (60%),
W - 3aButin (30%), S - pucyHok
(4%)
Ecnu npoBectn nuHum ota n d kt,
TO 0bpa3yeTcHA NaAoHHbLIN yron
(Tpupagnyc), KOTOpbIN B HOPME He
AO0JIKEH npeBbilaTh 57°.
Y [layHoB yron paseH 89° n Bbille, a
2 NafioHHble nonepeyHble TUHUN
CNUBAIOTCH B OOHY.

[1o AINHNAM PYK MOXHO YCTaHOBUTb
bonee 100 HacneAcTBEHHbIX
bonesHen.




Brnu3HeULoBbLIN MeTOq

KoadgdpuumneHT HacneagcTBEHHOCTMU:

_ MB - [B
A= , rae
100 - OB

MBE - % cxoactBa y MOHO3UIOTHbIX
bnusHeuoB

0B - % cxopcTtBa y AN3UrOTHbIX
bnusHeLoB

\

BnusHelbl € rMa3o-KoXHbIM anbOUMHUIMOM

[BonHu BcTpeyatotcsa 1/84
HOBOPOXAEHHbIX, 1/3 N3 HUX —
MOHO3UroTHble (04HOANL0BbIE —
6nu3Heupl), ocTanbHble - AU3IUIOTHbIE
(oBYySNLOBbIE — ABONHALLKN).

CxoAHble npu3Hakn y 6nnsHeLoB
Ha3blBal TCH — KOHKOP AAaHTHLIMM.

MeToa ncnonb3yeTcs AN OLEHKN
CTENEeHN BANSHUA HacneaCcTBEHHOCTHN I
cpedbl Ha pa3BuTne NpU3HaKos.
[MocKoNbKY Y MOHO3UIOTHbIX BNN3HELIOB
reHO TN OANHAKOB, TO pas3nnyns
NMOSBMATCS B pe3ynbraTte BAUAHUSA
cpeapbl obntaHnsa (H — meHee 0,5). 3T1oT
MeTo/ No3BoMNA YyCTaHOBUTh
HacnegcTBEHHO-NpeapacnonoXXeHHbIe
bonesHn: Tybepkynes, LWN3ohpeHunio,
YMCTBEHHYIO OTCTaNOCTb, CaXxapHbiil
anabetn gp.




bnuiHeuoBbLIN MeTOq

* KOpKOHOAHTHOCTb — MPOLEHT CXOACTBa No
n3ydyaemomy rnpusHaky.

* [InCKOpaaHTHOCTb — OTCYTCTBUE Npu3HakKa y
OAHOro n3 OrNM3HeLoB.

 [1Ns1 OLLEHKN PONKn HacnNeaCcTBEHHOCTU B pa3BUTUN
TOro UMM UHOTO NMpU3HaKa NPOn3BOAAT pacyeT Mo
doopmyne XonbumHrepa:
_%cxonctea Ob-% cxonctea [16
~ 100-%cxoncTtea b




buoxmnmmyeckme Metoabl

* MeToabl, No3BonsoLme 0bHapYXNTb
LUenbIin psa HacneaCcTBEHHbIX
3aboneBaHumn, NPUYNHON KOTOPbIX
ABMAITCA HapyLleHnst obMeHa BeLLeCcTB
(3H3MMOonNaTnu), ABNAOLLNXCA cnegcTBUEM
NPOABNEHNA MYTaHTHbLIX TEHOB.

* TecT-cnuctemMbl 4NA 3KCNPEeCC ANAarHOCTUKU
(PKY, ranaktosemuns, MyKkoBucLIe4os,
HapyLleHnss obmeHa bunmnpybunHa).



[TonynaunOHHO-CTaTUCTUYECKUN METOL

* [lonynaunoHHaa reHeTMKa n3yyaet B3aMmMmoaencTene
doakTopoB, BNUAIOLWMX Ha pacnpeneneHme
HacneaCTBEHHbIX MPU3HAKOB B NONynAUnM.

 [lonynaunsa — rpynna nogeun, 3aHuMatoLwaga ogHy
TeppuUTopuUo 1 cBOHOOAHO BCTYyNaLLMX B Opak.

« Manble nonynsaummn, A4emMbl — YNCNEHHOCTb 1500-4000
YyernoBeK.

* 30n4aTbl — NONYNSALUUK C YACIIEHHOCTb He bonee 1500
YEroBeK.

* 1908 rog — 3akoH Xapan-BanHbepra = HacbILWEHHOCTb
nonynsymn onpeaeneHHbiM reHoM, pacyeT YacToThl
reTepo3nroTHOro HOCUTENbLCTBA.



LinTonornyecknn metoa

« OcHOBaH Ha MUKPOCKOMNUYECKOM UccnegoBaHnm
XPOMOCOM, onpeaeneHune cneundnyHoCTy KapmoTumna.

IccnengoBaHme NonoBOro
XpoMaTunHa

 [TonoBon XxpoMaTuH — 3TO HEOOMbLLOE AUCKOBUOHOE
Tenblie, UHTEHCUBHO OKpaLLMBaoLLEeecsi OCHOBHbIMU
KpacutensamMmu, cnupanesmngHas X-xpoMocoma, Kotopasi
npeTepneBaeT MHAKTUBALMIO eLle B paHHEM
aMOpuoreHese y KeHLLUMH A0 pa3BUTUS NOSTOBbIX Xeres.



U,VITOI'eHeTM‘leCKMﬁ MeTo4

SN P leR 7 (e RN lel= 1 X0 = B 1956 r. wBepn, yyeHble [1. Tuiio n A JleBuH
paspaboTanu MeTog KynbTUBUPOBaHUA

{3 LY yerioBeyecKknx NenkounToB U OCTaHaBNNBaTb UX
AeneHne B ctaaun metadasbl ¢ MOMOLLbHO

KE KX KONXuunHa. 3TO NO3BOMNMAO TOYHO M3YUNTb

— KapuoTun yenoseka. Y yenoseka 23 napsbl

A KRR KRR KK K¥ XPOMOCOM W 24 rpynnbl cLennenns (22 B

g p 2 b E =) ayTocomax U Age B nonoBbIXx — XX n XY).

A &0 46 AyTOCOMHbI€ XPOMOCOMbI AENATCH Ha 7 rpynn
(Homepa nayT oT KpYMHbIX K Menkum): A, B, C —
KpynHble; D, E — cpegHue n F, G — menkue.
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[MonoBble XpOMOCOMbI
camble KpynHble.
MHorue reHbl B X-
XPOMOCOME HE UMEKT
FOMOJSTIOrMYHOro yyacTtka
B Y-xpomMmocome
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LI,VITOI'eHeTVNeCKMVI METO A NO3BOJNIAET YCTAHOBUTL
XPOMOCOMHBbIE bonesHn yenoseka (MOHOCOMMUMU, TPUCOMMUN,

aeneuun n ap.)




MeToabl reHETUKM COMAaTUYECKUX
KINETOK

KynetnBmpoBaHme oTaefibHbIX COMaTUYECKNX
KITETOK N NOSTy4YEHUE KITOHOB, a TaKkXe X
rmoépnansaunto n cenekuumn.

3agayn metopa:

N3y4yeHne meTabonmnyecknx npoLeccoB Ha
KNEeTO4YHOM YPOBHE

Nokannsaumsi reHOB B XpPOMOCOME
iccnepgoBaHue reHHbIX MyTauun

[TpMeHeHne B TECTPOBAHUM HOBbIX
XUMWNYECKUX BELLECTB Ha X UMMYHOTEHHYIO U
KaHLIepPOreHHYH0 akTUBHOCTb.



MonekynapHo-reHeTu4eckmne
MeToabl

* B cepeanHe 80-x roqoB ObINn
pa3spaboTtaHbl meTtoabl AHK-30Ha0BOW
OUArHOCTUKMN, KOTOPbIE MO3BOMSIOT
pacrno3HaTtb 3abonesaHue No 4edPEKTHOMY
reHy nyTem aHanusa c NOMOLLbIO
nonnmopdounama ArimHbl PECTPUKLIMOHHBIX
doparmMeHTOB.



MeToabl BbiABINEHUSA retTepo3nroTHOro
HOCUTEJIbCTBA Y KXEHLUWNH

Ecnu oTey nopakeH HacneacTBEHHOM OONE3HbIO

Ecnu xkeHwmHa poguna 2-x n bonee
nopaXeHHbIX CbIHOBEW

Ecnu nopaxeH 6part, 1 XeHLunHa nmeeT
NMOPakEHHOIO CbiIHA UMW BHYKA OT J04Yepu

Ecnu nmeert 2-x godepen, npuyemM y Kaxxaou 3
HUX poauncsa NnopaXeHHbIN CbiH

Ecnun y 300poBbIX Cynpyros poguncs oauH
BOsIbHON CbIH, HO MPU 3TOM Y MaTepPU eCcTb B
POLOOCNOBHOW DOSIbHbIE MY>XUYNHbI



BbigaBneHmne coctoaHns
reTepo3nroTHOro HOCUTENbLCTBA

« KnnHnyeckoe n3y4yeHme MMKpOCUMMNTOMOB
3aboneBaHus C BbisiBNEHNEM aHOMaNNN
pPa3BUTUSA

 Vicnonb3oBaHWe Harpy3o4vHbIX TECTOB

* Mukpockonmnyeckoe nuccnegoBsaHue KreTok
KPOBU N TKAHEN

« Buonormn4yeckoe onpegeneHne akTMBHOCTU
TOro N1 Horo pepmeHTa, NocTpagaBLLEro B
pe3ynbrate MyTaLum



MeToabl npeHaTanbHOU
ONarHOCTUKNA

MHBa3uBHbIe MeToAbl

AMHUOLIEHTE3 — UCcnegoBaHME KIeToK, Oenkos,
rOPMOHOB. XMMNYECKOro coctaBa aMHUOTUYECKOM
XNOKOCTU

buoncua BoOpcnH XopuoHa
KopaoueHTes — NyHKLUUA cocyaoB MynOBUHbI

Be3unkoLeHTe3 — NYHKLUS MOYEBOTO NMy3bips Nioga v
nccriegoBaHue Mo4u

JTabopaTopHble meToAblI OLLEHKN COCTOAHUSA nnoaa
(cbIBOpOTKa KpoBU OepeMeHHON)

YpoBeHb anbdadgertonporenHa
CopepkaHme XOpuoHMYECKOro roHagoTponnHa
CopepxaHne cBobogHoOro actpuona



XPOMOCOMHBIMH 00J1€3HIMHU

HA3bIBAIOTCA KOMIIJIICKCBI MHOKCCTBCHHBIX
BPOXKICHHBIX ITIOPOKOB PA3BUTHS, BBI3BIBACMbIX
YU CJIOBbIMH

(T€EHOMHBIE MYTAIlM ) UIA CTPYKTYPHBIMU
(XpOMOCOMHBIE adeppaIyii) H3MCHCHUSIMU
XPOMOCOM, BUJIUMBIMH B CBETOBOM
MUKPOCKOII.



KAPNOTUN ‘-IEJ'IOBEKA?

[
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XPOMOCOMHBIE 3ab0J/IeBaHNA
CBAZaHBI ¢ aHoOMamsamy
Yycra Van CTipy KTy pbl
X[POMOCOM.

s HUX XapakTepHo:
Masibiii POCT W BEC mpwn
POXAEHUW; YepernHo-
AVILERbIE AVNCEMOPDNN ;
YMCTBEHHAS OTCTaJIoCTh;
MHOFOCUCTEMHEIE
[opaXxXeHns.

TonbkKo 3-5% HaceayTcs.




AHOMAJIMU ayTOCOM

* Hanbonee yacTo y 4enoBeka BCTPEYAKOTCA TPUCOMUHU
o 21-u, 13-1 u 18-1 mape XxpoMocom.
Cunapom (0o0J1e3Hb) /layHa

* cuHApOM TpucoMuu 21 - camas yacras (popMma
XPOMOCOMHOM NAaTOJIOTUH y yenoBeka (1:750).
[luToreneTnuecku cuHapom JlayHa npeacraBiicH
npoctoi TpucoMueit (94% cirydaen),
TpaHCIOKAIMOHHOM (popmoii (4% ) UM MO3auLIM3MOM
(2% citydaeB). Y MaJlIb4MKOB U JIEBOYEK I1ATOIOTHS

BCTPCHACTCA OAMHAKOBO YaCTO.



dakTopbl pUcka

Bospact marepu 35-46 net (BEpOSATHOCTh POXKACHHUS OOILHOIO
pebeHka Bo3pacTaet 110 4,1%).

B03MOXHOCTh BOSHUKHOBEHHSI TOBTOPHOTO CIIydas
3a00JICBaHUS B CEMbBE C TPUCOMHUEN XpOMOCOMEI 21 cocraBisier
1-2% (¢ BO3pacTOM Marepy pUCK YBEIUYHUBACTCH).

Tpu yeTBepTH BCexX clydacB TpaHCIOKalLMi mpu 0oae3Hu [layHa
00yCIOBIIEHBI MyTalLMe de novo.

25% ciiy4aeB TPAHCIOKAIIMUA HOCAT CEMEUHBIN XapaKTep, IMpH
3TOM BO3BpaTHBIN pUCK ropasno Baiie (10 15%) 1 Bo MHOrOM
3aBHUCHUT OT TOTO, KTO U3 POJAUTEIIEW HECET CUMMETPHUYHY IO
TPAHCJIOKAILIMIO U KaKasi U3 XpOMOCOM BOBJIEUCHA.



KnnHnyeckne nposaBneHuns

JI1 OOJIBHBIX XapaKTEPHBI OKPYIIIOW (POPMBI TOJIOBA C YIUIOMICHHBIM
3aTBUIKOM, Y3KHM 100, IIUPOKOE, IIOCKOE JIHUIIO.

TUNUYHBI SIIHUKAHT, 3amaBilas CIMHKA HOCA, KOCOM (MOHIOJIOMIHBIN)
pa3pe3 Iya3HbIX Ienei, msatHa bpymidunbaa (CBeTible ISITHA Ha
pamyXKe), TOJCThIE TyOBbl, VYTOJINCHHBIA S3BIK C NIYOOKMMH
00pO3/1aMHU, BBICTYIIAIOMIMA U30 PTA, MAICHBKUE, OKPYIIION (DOPMBEIL,
HH3KO PACIIOJIOKEHHBIE YIITHBIE PAKOBUHBI CO CBUCAIOIINM 3aBUTKOM,

HEJIOpa3BUTasl BEPXHSS YCIIOCThb, BBICOKOE HE0O, HEMPABUIIHHBINA
pOCT 3yOOB, KOPOTKasl IIesl.



KnnHnyeckne nposaBneHuns

JI11 OOJBHBIX XapaKTEPHbI OKPYIIOM
GopMbI TOJIOBA C YIUIOLICHHBIM

3aTBIJIKOM, VY3KHMH JI00, IIHPOKOE,

IIJIOCKOC JIMIIO.







Cunapom Ilaray

CuHapom TpucoMuu 13 - BcTpedaeTcs C
gactorou 1:6000.

Mexay 4acTOTOW BOSHUKHOBEHUS CUHIPOMA
[IaTay 1 BO3pacToOM Marepu NpOCICKUBACTCA
3aBHUCUMOCTb.



CuHapowm [aTay




CunapoMm JaBapjaca
* CUHIPOM TpUCOMHMHU 18 - BCTpedaeTcs C
gactoror npumepHo 1:7000.

* Jletu ¢ Tpucomuel 18 yaimie poxIarTCs Yy
IMOKUJIBIX MaTepe.

 Jli1s KeHIUH cTapiie 45 JIET PUCK POIUTH
0osibHOTO pedenka coctanisiet 0,7%.

* [[uTOreHEeTUYECKM CUHAPOM DIBapjca
npeacraBiieH npoctoi Tpucomuen 18 (90%), B
10% cny4daeB HaOIIOOAETCS MO3AUIA3M.

* ¥V JICBOYEK BCTPEYACTCS 3HAYMTEIBHO Yallle,
4YEeM Y MAJIBYMKOB.



CYHAPOMISABAPHCa = TPNCOMNE G

* KNVHVWYECKE HpVBHAKN: 3aAepika
PEHATANBHOIO PABBN T
WHOXECTBEHHBIE HOPOK Pa3BNTiIA
Uepena (MalieHbKad HpkHAS
UENOCTD, VKNE Hiasad), CEPALA,
MOIOBON U MLLEBAPNTESILH ON
CNCTEMB!, CIMHHOMO3OBad Fpbial
pacllenHa ryobl, cpalleHne nin
KCTbl NOYEK.

® [uvn HacregoBaHnda — Tpyucomung 18.
¥ ¢ [JonynAunoHHad yactora: 1 : 5000

FMnoreHUTaNU3IM y Manb4uvkKa
(kpunTOpPXKU3M, runocnanus)




CYHAPOMI KOLLUAYSETO KPVIKA
(MOHOCOMUS 5p)

OnncaH B 1963 r.

KnnHnyeckmne npusHaku:
HECBBIYHBI MAaYl,
HamoMVHa LY Kollayke
MAYKaHBE, MUKPOLEDans,
AHTVMOHFOJIONAHBIV Paspes
[Jla3, YMCTBEHHas
OTCTasioCcTh,
JIYHOMooOpa3HoEe ANLLO,
SNVKaHT, FMANEpPTENOPU3M,
aHoOMasiny BHYTPEHHNX
OpraHoB. YMuypatloT Yalle Ao
10 fneTHero Bo3pacTa.

Tun HacnegoBaHMA:
MOHOCOMWUSA 5 p

lNonynsumnoHHasa YacroTa
=R 51000




CUFILOON TONSONIYIY IO

YXeHwuHa 21 rona

L 2

KIMHNYecKe npnsHaKn:
VYMCTBEHHAA OTNCTasIoCTh,
3aIEPIKA POCTd, MIKPOBPaXNLIE-
dpasing, aHTMOHOIONAHBIN
pPaspes rias, iy ooKko
[MOCAYKEHHBIE [iasa (2HodTanbM)),
MAEPTENOPNBM, KOCOIIa3ne,

AOMNasNA HOFTEN, CUHAAKTINS,
BROXIEHHBIE MOPOKIN BHYTREHHNX
OpraHoB.

Tuvn HacriegoBaHMA — YacTnyHasd
TpUcomns 9 p.

[lonynAUMoOHHaA YacTtoTa —
HEN3BECTHA.




AHOMAJIUA ITOJIOBBIX XPOMOCOM

[Ton Oyayniero pedoeHKa OonpeaesIeTCs B MOMEHT OIUIOJIOTBOPEHHUS B
3aBUCHMOCTH OT COYETAHUS MOJOBBIX XpOMOCOM (XX - )KEHCKHM OpPraHU3M,
XY - My»XKCKOM).

VY 4enoBeka MOTYT OBITh pa3Hble caydan Mo3aunuima: XX/ XXX, XY/XXY,
XO/XXX, XO/XXY u np. CreneHb KIMHUYECKOTO MPOSBICHUS 3aBUCUT OT
KOJIMYE€CTBA MO3aUYHBIX KJIETOK - YeM HX OOJIbIIIE, TEM CHUJIbHEE

MIPOSIBJIICHHUE.

[Ipy HOpMaJIbHOM TEUEHUHU MEI03a y KEHCKOI0 OpraHu3Ma oopasyercs
OJIMH THUI TaMeT, coAepkanux X-xpomocomy. OTHAKO IPU HEPACXOKICHUU
MOJIOBBIX XPOMOCOM MOT'YT 00pa30BBIBAaThCS €llle JiBa TUIA raMeT - XX 1 0
(He coaeprkalas MoJIOBBIX XpPOMOCOM). Y MY>KCKOTO OpraHu3Ma B HOpME
oOpa3zyeTcs ABa TUIA FaMeT, coAepkamux X- U Y-xpoMocoMsbl. [Ipu
HEPACXO0XKJIESHUH TIOJIOBBIX XPOMOCOM BO3MOXKHBI BapuaHThl raMeT XY u 0.
PaccMOTpuM BO3MOXKHBIE KOMOMHAIIMH TTOJIOBBIX XPOMOCOM B 3UTOTE Y
yesaoBeka (Mx 12) u npoaHaau3upyeM Kax bl BapUaHT.



XX- HOPpMAJIbHBIN KEHCKHUU OPraHu3M.

XXX- cuaapom tpucomuu X. Hacrora
BcTpeuaemoctu 1:1000. Kapuorun 47, XXX. B
HACTOAIIEE BPEMS UMEIOTCS ONUCAHUSA TETPaA-U
IIEHTOCOMUM X. Tpucomus 1mo X-xpoMocome
BO3HMKACT B PE3YJILTATE HEPACXOKACHUA
ITOJIOBBIX XPOMOCOM B MENO3€ UJIM IIPU IIEPBOM
NEJICHUN 3UTOTHI.



* CuHAPOMY IOJIUCEMHUH X NpUCYyL] 3HAYNTENLHBIN
noauMopdusM. JKeHCKHI OpraHus3M ¢ My>Keog00HbIM
TEJIOCIOKEHUEM. MOryT OBITh HEAOPA3BUTHI IEPBUYHBIC 1
BTOPUYHBIC MOJIOBbIC TTpU3HaKu. B 75% citydaeB y OOIBHBIX
HaOJIIOIACTCS] YMEPEHHAS CTENIEHh YMCTBEHHOM OTCTAJIIOCTH. Y
HEKOTOPBIX U3 HUX HapylIeHa (PyHKIUS SUYHUKOB (BTOpUYHAS
aMEHOpEs, JUCMEHOpEs, paHHsd MeHonay3a). MHorna takue
"KCHIIIUHBI MOT'YT UMETh AeTeH. [IOBBIIIEH pUCK 3a00JICBaHUS
mu3oppeHreit. C yBEIMYEHUEM YHUCIIA IOTIOJIHUTEIIBHBIX X-

XPpOMOCOM HaApACTACT CTCIICHDb OTKJIOHCHUA OT HOPMBI.



XO - cunapom lllepemesBckoro-TepHepa

(MoHOCOMUS X)

* Yacrora Bcrpeuaemoctu 1:2000-1:3000.
Kapuorun4s,X. Y 55% neBouek ¢ 3Tum
CHHJIPOMOM OOHapyKHUBACTCA KapuoTui 45,X, y
25% - I3MEHEHHUE CTPYKTYPhI OQHOH U3 X-
XpoMOCOM. PUCK HaAcCJie10BaHHUA CUHIPOMA
cocrapisieT 1 caydan Ha S000 HOBOPOXKACHHBIX.

D eHOTHII )KEHCKUU.



KnmHun4yeckne npu3aHaKm:
HUEBKNI POCT, MEPBNYHaSA
aMeHopes, becrioane,
CTEPTHLIE BTOPNUYHBIE [HOJIOBEIE
MPNEHaKW, KpLIIOBNAHBIE
KOXXHbBIE CKAaAKV Ha Liee,
BPOXAEHHBLIE MOPoOKV cepala,
FURAOHIa3n s HOMTEN, CHKEeHVE
OCTPOThbI 3PEHNSA N chayXa,
nonepeyYyHas AagoHHasa ckiag
-Ka, He3Ha4YnTebHoe
CHUXEeHne yMCTBEHHOro
PazBUTNA.

TUn HacnepgoBaHUA:
MOHOCOMNSA X-XPOMOCOMBI.

NMonynauMoHHasa YyacToTa -
2 : 10 000




XY- HOpManbHbIN MY>XXCKOWN OpraHu3m.

XXY un XXXY- cnHgpom KnanHdgenTtepa

* YacTtoTa BcTpedaemocTu 1:500. Kapmnotun 47,XXY y
80% Manb4YMKoB ¢ cuHapomMom KnanHgentepa, B
20% cny4vaeB 0OHapyXXuBaeTcst Mo3aunLmam, npu
KOTOPOM O4Ha 13 KNEeTOYHbIX IMHUN UMEET
Kapuotun 47,XXY. Bo3BpaTHbIN pUCK ONS
cuHgpoma KnamHdpenTtepa He npeBbILIaeT
obLienonynaunoOHHbIE NOKa3aTenm N CocTaBnseT
1 cny4aun Ha 2000 XXUBOPOXOEHHbIX AETEWN.



@eHotunn  MyxXckor. KiMHMKA  OTIMYAETCA  IIUPOKUM
pasHoOOpa3ueM M HECHEeIU(PUYHOCTHIO  IPOSBICHUM. Y
MaJIBYUKOB  POCT  IIPEBBIIMIAET  CPEIHUE  IMOKa3aTellu,
XapaKTEePHbIE IJI1 JAHHOU CEMbHU, Y HUX JJIMHHBIE KOHEUHOCTH,
KEHCKHUM THUI TEIOCIOXKEeHUs, TmHekomacTtud. (Cnado pa3BUT
BOJIOCSIHOM  TMOKPOB, CHWXKEH  MHTEIUIEKT.  BcieacrBue
HEJIOPA3BUTHUS CEMEHHUKOB CJ1a00 BBIPAKEHBI IIEPBUYHBIC H
BTOPUYHBIE  TIOJIOBBIE  IIPU3HAKKU, HAPYIIEHO  TEYECHUE

criepmaroreHnesa. [1onoBbie peIeKChl COXpaHEHBI.



¢ OnuncaH B 1942 .
¢ KnuMHu4Yeckue npuaHaKu: BbICOKNN

L 2
L 4

POCT, XPYNKOE TeIoCHoMEeHNE,
FMRORAa 2N S ANUeK, MMHOTEHILE 1
Becrnioane, HabyxaHve MoMoUHBIX
wenez, WpoKni 1as, nonepedyHas
fafoHHas ckaaaKka, Y B3pochblX

Habnwaaencs OV PEHVE 1 CKJIOHHOCT b
K aJiIKOroJinamy, HesHauynTellbHOE
CHXEHNE YMCTBEHHORO Pa3BNTNA.

Tun HacnegoBaHusa: XXY CUHOPOM

NMonynsuunoHHaa yactora — 1 : 1000
MasIbYNKORB




XXY n XXXY- cCMHOPOM
KnanHdenTtepa

* UHornpa  >(P@EKTMBHO  paHHEE  JICYCHHUE

MY’KCKHUMMH I1OJIOBBIMH I'OPMOHAMM.

* Yem OoJplie B HaOoOpe X-XpOMOCOM, TEM

SHAYUTCIIBHCC CHUKCH UHTCIIJICKT.

* NH(paHTUIBHOCTH 5 IIOBEICHYCCKHE
npoOjaeMbl nOpu cunapome KialiHdenrepa

CO3/IAI0T TPYAHOCTH COLIMAJILHOM aJIallTalyH.



bonesHb [Tomne




bonesHb [lomMmne

MporpeccupytoLLiee NoIMCUCTEMHOE , UHBaNUAN3upytoLlee, HepeakKo,
daTtanbHoe HepBHO-MbILLIEYHOE 3aboreBaHne

bone3Hb HakonneHusa rnmkoreHa (rnukoreHos) Il Tuna (GSD-II)

Bnepsbie onncaHo B 1932 roay Aatckum natonorom Moraneccom lNomne
(J.C. Pompe)

imeeTca HECKONbLKO BapuaHTOB 3aboneBaHus ¢ pa3nn4yHOW CKOPOCTbIO
NporpeccupoBaHns, HO €AMHbIM NaTOreHETUYECKUM MEXaHN3MOM



[laToreHe3 bone3Hn [lomne

LimTonnasma

UDP Inioko3a

UDP-O
Il Inioko3a

[nioko3a

-6-P

Aapo

\ Aytodarocoma

Uiy
o

MornoweHne

Jinzocoma

Bbone3Hb NoMmne
KrA

-x- rnioko3a

JInzocomHbIn
doepMeHT GAA
(kncrnoun anbda-
rnoKko3naassl)
Heobxogmm ans
paspyLueHns
NMN30COMHOrO
[MMKOreHa

BpoxaeHHbIn
nedpnunt
doepmeHTa
NPUBOOUT K
HaKOMMEeHUo
rMUKoreHa B
nm3ocomax



[ eHeTuKa n yactoTa

bones3Hb [lomne moHOreHHoe
3aboneBaHne

[eH GAA nokanusoBaH B ANTIMHHOM
nnedye 17 XpoMocoMmbl (17q25)

B HacTosLwee Bpemd
naeHTndguumposaHo donee 200 myTauum
reHa GAA

OTmedeHa cnabasi koppenauns mexay
reHOTUNOM U OEeHOTUMNOM

YacTtoTa 3abonesaHusa 1:40 000

Kuo WL, et al. Hum Genet 1996; 97:404-6. www.pompe center.nl/index.html. Accessed December 15, 2006.
Kroos MA, et al. Neurol 2007;68:110-5. Ausems MG, et al. Eur J Hum Genet 1999; 7:713-6.



bonesHb [lomMmne

« Xapaktepusyerca aeduymTom
nnM3ocomarsibHOro goepMeHTa Kncrom anbdga-
ManbTasbl (roKko3naasbl) (GAA)

- Kak cnencrtseume, npoucxoauT
nporpeccupyrouiee BHYTPUKITIETOHHOE
HaKoMNreHue rmKkoreHa, B OCHOBHOM B
MbILLEYHbIX KNeTKax

« PacnosHaBaHue 6onesHu Nomne
3aTpygHeHo 13-3a HecrneunguyHoCTu
CUMNTOMOB

* OHu MOTYT BriepBbl€ BbIABJIATLCA B nrobom
BO3pacTe, OT MiiageH4YeCKoro o B3pocCrioro

« Tak Kak B HacTosiLLee BpeMs CyLLecTByeT
cneumndunyeckoe nevyeHne, KpamHe BaxHa
paHHSAA gnarHocTmka saboneBaHuns




PasnnyHasa ckopocTb
nporpeccnupoBaHnst 00N1e3HN

e—— T oycHne 60one3tn MoMne

BbICTPO Nporpeccupytollee MeaneHHO




MNATOJTIOI MA MbILLL

e CkenertHblie MbILULbI

— [ny6okas n 6bICTpoO
nporpeccupyioulasi MbilleyHas
cnaboctb

e MbilleyHasaA rMNOTOHUA
e AMMOTOHMSA
e 3anpokuabiBaHME roJsioBbl

— 3HauuTeNIbHO NOBbIlIEeHHas
CbIBOPOTOYHas
KpeaTuHpochoknHaza (KOK)

— [oBbllWEeHHbIE aJ/laHUHOBas U
acnaparvHoBasi TpaHCaMMHa3bl
cbiBOpoTku (AJIT n ACT)

— 3aaep)xka pusnyeckoro
pa3BuTUSA

van den Hout HMP, et al. Pediatrics. 2003;112:332-340. Kishnani et al. J Pediatr 2006; 148:671-676. Hirschhorn R, Reuser AJJ. New York: McGraw Hill,
2001:3389-3420.



MIHaHTUNbHaa dpopma




KOBeHMNbHaA doopma




EONE3HbL MOMIME Y AETEW 1 B3POCIIbIX

[bIxaTenbHas cncrema

o [lbIXxaTenbHas
HeOOoCTaTOYHOCTL/ONCTPECC CUHOPOM

« CnabocTtb gnadgparvbl

* HapyweHuns gbixaHma Bo cHe/HOYHad
MNOBEHTUNAUNS

« OpblWwKa npu Harpyske

« PecnupaTtopHbie nHdekumnm

* [lepunognyeckasi noTpebHOCTbL B
NCKYCCTBEHHOW BEHTUNALUN

>Kenyaoo4HOo-KULWEYHbIW TPaKT

* TpyaHOCTU B MUTAHUU U FNIOTaHUN

* prﬂ,HOCTVI Nnpu >xeBaHnn, cnabocTtb
XKeBaTellbHbIX MbILLL,

« CpbirBaHue
 MepgneHHbIN HAbOpP Beca




» Cepaue
— PeHTreHorpamma rpygHou KrneTku
— Anektpokapauorpadgpusa (OKrI)
— Ixokapaunorpadpusa (3xo-KI)

e Jlerkne

— CnupomeTpus (ouenka XKEJ cuas,
nexa)

— PeHTreHorpamma rpygHoun KneTku

— [lynbc-okcUMeTpua u
KanHorpaduga

— WccnepoBaHus cHa
(monmncomHorpadgus)

Kishnani et al. Genet Med 2006; 8:267-288. Hirschhorn R, et al. In: The Metabolic and Molecular Bases of Inherited Disease. 2001:3389-3420.



 Mbiwubl

— 3nektpomuorpadomsa (SMI)/nccnegoBaHns HEPBHOM
NpPOBOAMMOCTH

— TecTupoBaHMe MbILLEYHON CUNbI

» JlabopaTopHble nccreqoBaHuUs
— CbiBopoTO4Has kpeaTuHknHasa (KK)

— AnaHunHoBas 1 acnaparmHoBasd aMmMHOTpPaHcdepasbl
(ANNT/ACT) un naktatgerngporeHasa (J1I') - mblileYvHble
dopakumu

— OnpepneneHne TeTpacaxapunaoB rekco3 B Mo4ve (Hex 2)

— KanunnnsapHbein anektpodopes

— Bpems-nponeTHas Macc-CnekTpoMeTpus

Kishnani et al. Genet Med 2006; 8:267-288. Hirschhorn R, et al. In: The Metabolic and Molecular Bases of Inherited Disease. 2001:3389-3420. An Y, et al. Mol
Genet Metab. 2005;85:247-254.



OVNATHOCTUKA

IHBa3MBHbIE METOObI:

ovoncusa Koxm
ouoncus Mol bl

B HacTosLee BpeMA aHalln3 CYXUX nATeEH KpOBU
NO3BOJTIAET C TOYHOCTbLIO OrpeanerinTtb KOJin4eCTBEHHYHO

akTMBHOCTbL KI'A (Knucrnown anb@a-rnoko3naasbl): Hopma
13,3 MKMOnb/4.n1, 6one3Hb [Nomne — meHee 2 MKMOrb/4.1.

— Cyxune nsiTHa KpoBU
— CwmelwaHHble NenkouunTbl
— JlumdpounThbl

MonekynapHo-reHeTu4eCcknum aHanns

— BaxeH ons BblaBneHUd HoCcUTenen myTtaumm (CeMmenHoe
TecTMpoBaHue/cnochbl)

— [loTeHumnansHo NPOrHoOCTn4ecKoe 3Ha4yeHne



IAJIEKTPOHHAA MNKPOCKOTTNA

. JIn30CcoMbl C pa3pbiBOM
=¥ obonouyek n popMmpoBaHueM | .
. | rMuKkoreHoBbIX 03ep

. JInsocomanbHbin
| rJINKOreH Memny
‘-..‘M" uapuaa —

.‘ﬁ G&,‘ﬂ‘_n_

. JInzocomanbHbli IIMKOreH,
CKONUBLLUMKACS Ha

DNEKTPOHHAsi MUKPOCKOMNWUS CKENETHOM MbILLbl 601bHOMO MNageHua.
YBenunyeHue 6500x. N3o06paxeHue npenoctaesneHo Genzyme Pathology.

3a0opoBbie MMonbpunnbl
3ameLLaloTCsl IMUKOreHomM,

YTO MNOCTENEHHO HapyLLaeT
MbILLUEYHYI OYHKLINIO

3MeHeHUs CTPYKTYpblI
MbILLUL, MOTYT
npeawecTsoBaTh pa3BUTUIO
CUMNTOMOB

HakonneHwne rnukoreHa
Ha4YMHaeTcs 00 NOSIBMEHNS
npu3HakoB cnabocTtu, B
CBS131 C 3TUM paHHee
NOBPEXAEHNE MbILLIL, MOXET
ObITb HE BbISIBIIEHO



JIEMEHUWE

« PepMeHTHO3aMeLllatowas Tepanns — peKoMbMHaHTHON
yenoBe4veckon anbda — rnoko3ngason (MMUOINM) -

20 / 40 Mmr/Kkr exxeHefelnbHO BHYTPUBEHHO

MexaHuam nencTeus




Pe3ynbraTthl ne4yeHns




PE3YJIbTATbI JIEHEHNA

YMeHbLueHune notpedbHocTtu B NBJ

Yeenunyenune XXEJI, BogpactaHne MoOUIIbHOCTU U
CNOCOOHOCTU NepeaBuUraTbCcs

O6peTeH|/|e yTPpa4YEeHHbIX ABUTaTElIbHbIX HAaBbIKOB

YBenmyeHme macchbl Tena B COOTBEeTCTBUN C
BO3paCcTHON HOPMOMU

YnyJlleHne Ka4yecTBa XXU3HU



BOJIESHb ®ABPK




borne3Hb ®abput

HacnencTtBeHHbIV AedekT pepMeHTa
O-ranakrosvgasbl A, NpuBoaSALLNN K
nporpeccepyroemMy HakonneHuo
MUKOCMUHIoNnnnnaos, B OCHOBHOM, B
NM30CcoMax 3HOOTENNSA KPOBEHOCHbIX
COCydoB



deHoTMN NnauumeHToB ¢c bO®




OCHOBHBbIE NPU3HAKW

* YBenn4eHbl HOC, YWWN, A3blK, CJTIOHHbIE KEJ1E3bl

« [lncnponopuuoHanbHbIN POCT KOCTEU Yepena
(yBENUYEHNE CKYNOBbIX KOCTEN, HAAOPOBHbLIX AV,
3aTbINO4YHbIX OYrpoB, NporHaTuns)

* YBenmyeHne pasmepoB NO3BOHKOB, paclunpeHune
rpyaHoON KNneTkn, Kugos, rnonatoobpasHoe
yBenmyeHmne KUCTen u cTton



Tun HacnegoBaHUSA—
X-cuenneHHbIN peLlecCUBHbIN

Carrier Mother

/%4\

SN

Normal Normal Carrier Aftected
Daughter Son Daughter Son

Normal Father



nepBblieé CUMNTOMbI AnarHo3s

O

-

a

RN RN RN RN RN RN RN RN RN
10.5 28.5
cpeaHui Bo3pacT

[1o gaHHLIM perncTpa nauneHToB ¢ bP mexay BpeMeHeM
nosBreHNA NePBLIX CUMNTOMOB U 4ATON YCTAaHOBIEHUS
anarHosa b® npoxoauT B cCpeaHeEM

18 neT



OPIAHbl - MULLEHW

HakonneHune rnukocdocconnnuaos KnnHnyeckune nposiBneHus
B 3HAOTESIUU KPOBEHOCHbLIX 3aboneBaHus
cocynos
Koxa AHrnokepartroma

MNMepudepunyeckaa HepBHaa cuctema | Kpusbl ®abpu, akponapecrtesum,

rmnornapos

Cepaue N'MnepTpodmsa neBoro xenypodka,
CTeHoKapAaus, oCTpbIN UHaAPKT
MMOKapaa

fonoBHOM MO3r TpaH3uTOpHas UWeMUA, UHCYIbT

Moykn NMpoTenHypusa, noyeyHas

HeaAOCTaTO4YHOCTDb




NMaTonorus KOXHbIX MNOKPOBOB.

— AHruokepartoma
(71%)

— N'Mnornpgpos




AHrMokepatoma

(c)



[MaTonorusa nepudepniecKkon HepBHOWU
cCUcTembl

— Kpu3bl Pabpu —xKryyue 605num B NagoHAX U
ctonax (77%)

— aKponapecTe3nm
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MaTonoruna rnas:

— NomyTHeHMe poroBuubli

— KaTtapakta Pabpwu



MaTonorusa rnas:

— A3Butoctb n
aHeBpU3Mbl COCyA OB
ceTyYaTKm

— PeTnnHonatusa
— cnenoTa



[laTonorua cepaua:

— M'MnepTpodusa neBoro
KenynouKa (88%)

— HegocTraTtoyHOCTb
MUTPaNbLHOro KnanaHa

— HapyuweHusa putma u
NPOBOANUMOCTM

— CreHokapaus
— UHdapKT MMoKapaa



LlepebpoBackynspHasa He4OCTaTOYHOCTb

« TpaH3NTOPHbIE ULLEMUYECKUE aTaKU
(remunnerus, remmaHecTe3auns, adasus,

cyaoporu)
* VIHCYynbThI C XapaKTepHbIMUA NU3MEHEHNAMMU
KT/MPT

* Ha no3gHux ctagusax — oemeHuuns



NweMnyeCcKnn MHCynNbT

AFTER CONTRAST




[MaTonorusa novek:

— NMpoTtenHypusa (84%)

— TyoynsapHasn
ANCEPYHKLUUA

— BbICOKMIN ypOBEHb
KpeaTUHUHA

— No4ye4yHan
HeA4OCTaTO4YHOCTb (47%)




Hecneuudunyeckune nposasneHna bP

* HempoceHcopHasa TyroyxocTb

» XpOHNYECKNE ODOCTPYKTUBHLIE
3aboneBaHnst OPOHXOB

 [Tatonormsa XXKT: TollHOTa, pBOTA3,
abgomMmuHanbHble 6onu

» BapunkosHoe paclumpeHune BeH 1 reMoppom
« CnabocTb, yTOMNSIEMOCTb



JTabopaTopHble AaHHbIE

° AHarNu3 MO4Mn:NPOTENHYPUA, remaTypus,
LMNUHAPYPUA, SNUTENUN NOYEYHbIX
KaHarnbLeB, nMnnaHble rnoodynbl B BUAe
“ManbTUNCKOro Kpecrta”

* AHanun3 KpoBU1: aHEMUS, PETUKYNOLNTOS,

 KOCTHbLIN MO3r: Makpodarm ¢ “neHncTon
uUuTonnasmoun”



TpaanumoHHaa anarHoctuka JIbH

NamepeHne akTUBHOCTH
doepMeHTOB B:

— JlenkouuTax,
N30NUPOBAHHbLIX U3 KPOBU C
SOTA

— JlnmdpouuTax,
N30SIMPOBAHHbLIX U3 KPOBU C
SOTA

— dubpobnacrax,

Nofly4YeHHbIX B pe3yrnbsrare
OMoncum Koxu

* [pobnemsi:

— bbICcTpoe pa3pyLlieHne pepmMeHToB
— HeobxogmmocTb npouenypbl N30MpPoBaHNA KNETOK



[lpeumyLwiecTBa metoaa DBS

[1o3BONSAET OCYLLECTBNATL NEPECHINIKY 00pa3LoB KPOBU
Hebonbluon o6bem KpoBU a1 UCCrieaoBaHus

BbiCyLleHHble NATHA KPOBU He TPebyoT crnieunarnbHoOn
YyNaKoBKU

MeHbLUe onacHOCTb MHUUMpoBaHUA nepcoHana Hiv,
VHB, VHC etc.

YnobcTBO XpaHeHuss 0bpasLoB KpoBK B rlabopaTtopun

Obpa3subl He TPebyloT cobnoaeHnsa TemnepaTypHOro
pexmma

MeToa No3BONSET NPOBOAUTL CEMNEKTUBHbLIN CKPUHUHT



[laToreHeTn4yeckasa Tepanus npu
bone3Hn Gabpwu

« TpaHcnnaHTauusi CTBONOBbIX
KPOBETBOPHbIX KITETOK

* TpaHcnnaHTaumMa ne4yeHun nnoaa
* [eHHOTEpanu4a

* JH3MMO-3aMeCcTUTENbHadA Tepanus
(dpabpunanm)



PepmMeHT-3aMecTUTeNIbHasA Tepanus
6one3Hn ®adpwu

Fabrazyme®
agalsidase beta

For intravenous infusion

» ®abpas3unm (aransmaasa beta) —
yenoBe4yeckasi pekoMmbnHaHTHas anbga-
ranakro3mgasa A NONMHOCTbI MAEHTUYHAaS

HaTuBHOMY dpepmeHTy. Cneundunyeckas
aKTUBHOCTb — 70 Eo/mr



dabpas3unm (aran3ngasa dbeta)

 ONakoHbl — 35Mr 5 mr

« HasHavyaeTcd B 0o3e 1 Mr/Kr Beca
 BBOOouTCA B/B KanenbHO 15 Mr/ 4ac
* IHdpy3nn 1 pa3 B 2 Heagenu



CumnTomMaTndeckas tepanus npu
bones3Hn Pabpu

Bonb NMpoTuBOCYAOpPOXHbLIE cpeacTBa (KapbamasenuH,
¢oMHUTOUH), npn xpoHndyeckon 6onesHun HIMBC, onuatsbl
npu ocTpbIX Npuctynax. Peaykuma hakropoB pucka
(dbu3nyueckmne Harpyskm, xxapa, ctpecc...)

NMouku PaHHAA cTapgua 3aboneBaHus: UHrMomTopbl ATC.
lNonHoe HapyweHne (hbyHKLUMN NoYeK: remoananms unum
TpaHcNaHTauus.

3ab0oneBaHus AHTMAPUTMUKN, INEKTPOCTUMYNATOP. AHTUKOArynsaHTHas
Tepanus.

cepaAe4vyHo-

cocyaucToun

CnctemMbl

AHrnokepartombl

YaaneHue Jla3epomMm.




