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[xoH J1aHraoH JayH (1828-1896)

Curndpom flayHa (MKB 10: Q90.0; OMIM:
190685) - Hamboree YacTbln, XOPOLLO
OVarHocTmpyembin, U 4OCTATOYHO U3YYEHHbIV
XPOMOCOMHbIN CUHOPOM, Bbl3BaHHbIN
Hanuinem Tpex Konum ecen 21-n XpoOMOCOMb
NUnn ee 4yacTu.

[narHocTuka cuHApOMa OCHOBLIBAETCS Ha
XapakTepHOM (beHOoTUNe B COYETAHUN C
aeduunToM NHTEnNmMeKTa.

Bepuduumpyertca gmarHo3 yMtoreHeTU4ecKku.

Brnepsble cuHapom Obin onncaH B 1866 T.
[xoHowm JlanrgoHom [dayHoMm y oeten,
POXAOEHHbIX OT pa3HbIX MaTepen, HO
NMEIOLLINX CXOXNE BHELLUHUE YepThl, KaK
«YMCTBEHHaqa OTCTanocCTb y NauueHToB C
BbICOKOM YYyBCTBUTESTIbHOCTBIO K MHAPEKLNAM U
HMU3KOW NMPOLAOITKNTENBHOCTLI XXU3HUY.



Kapuotun yenoBeka

HopmanbHbIU

Habop XpOMOCOM Habop xpomocom npu
bonesHun [layHa
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deHoTUNMYECKUE NPU3HAKK cMHAPOMA [layHa

MNMpu3Hak YacTtoTa BCTpeyaemocTu
«nrockoe» nNmuo 90%
bpaxuuedanus 81%
KOXXHasa cKknaaka Ha Lee y HOBOPOXAEHHbIX 81%
aHTUMOHIONonaHbIN pa3pes rnas 80%
SNUKaHT 80%
apkoobpasHoe Hebo 58% -
KOPOTKNE KOHEYHOCTU 70% \‘x
HU3KUN POCT 100% *
nedpopmaums rpygHomn KneTku 26,9%
KOPOTKME N LUMPOKNE KNCTU 64,4% o
KnnHopgaktunusa V nanbua 56%
KaTapakTa 12%

Kocornasume 549%

T. N. Meageaesa LleHmp paHHeli nomouwu «fayHcalio An», Mockea; CuHgpom [ayHa. MeguKo-reHeTUYeCcKuin 1
coumanbHo-Ncuxonornyecknin noptper. Mog pea.t0.U.BapawHesa. M.: Tpuaga-X, 2007; 280.



CuHopom [ayHa (CL): nposienneHus u

LOetn ¢ CL] 6e3 BpOoXxXaEHHbIX MOPOKOB pa3BUTUSA - 45,33%.
BpoxaeHHble nopoku cepaua npu CL - 45,51%,
N3 KOTopbiX Hanbonee yacto BcTpevaetrca AMIM - 30,28%,

OOABK -  23,95%.

CemeHoBa H.A. CocTtosiHue 3g0poBbs geten ¢ cuHapomom [layHa 14.01.08 — Neguatpus. ABToped. amce. K. med. H. Mockea.-2014. — 23 c.;

Mokpukl.10.,* bopatoroBaE.B., KoBanbA.l., KapTawoeaO.C. * Kapanoxmnpypruyeckne acnektbl cuHgpoma [ayHa: 063op nutepaTypbl u
pe3ynbTaTbl COOCTBEHHbIX HAGNMOOAEHWIA.



CuHdpom [ayHa: nposierieHuUsi u
cornnymcmayrouiasi namoJsioausi ()

BpO)K,EI,eHHbIe aHOMaJinn XKenygovyHo-KUWEeYHHOro TpakTa -

4,86%,
MOYeK - 20,65%.
[laTonorns WmMTOBUOHOW XEenesabl - 50,0%,
opToneandeckme HapyLleHus - 37,0%,
OOCTPYKTMBHOE arnHO3 BO CHE - 34,82%,

HapyLweHnsa pedpakumu - 33,52%.

CemeHoBa H.A. CoctosHue 3a00poBbs aeten ¢ cuHapomom [ayHa 14.01.08 — Neguatpus. Astoped. ancc. K. meq. H.
Mocksa.-2014. — 23 c.



CuHdpom [JayHa: nposienieHusi u

conymcmeayrou,asi namousioausi (3)
CuHOpom [ayHa — 3aboneeaHue, accoyuupoeaHHoe C

uesiuakueu.

=  WcknoyeHne gmarHosa uenuakus TpebyoT: pas3XXMKeHHbIN CTYr, TPYAHO
Kyrnupyembin 3anop, MeasieHHbIW pocT/noTepsa Macchl Tena, 6ons unu
B3OQYyTHE B XXMUBOTE, UBMEHEHUS UITN OTKIOHEHNS B NOBEAEHUMN.

= Llennakns MoOXeT NoBnnATb HA NOBEAEHNE.

= Llenuakuio peructpupytot y geteun ¢ cuHgpomom ayHa B 3,7%
HabnaeHnN.

= [lpu cnHgpome [layHa 0 BO3MOXHOCTM Lenuakmn crnegyet NoMHUTb
BCerga, u oHa MOXET NMPOSIBUTLCA HE TONbKO B NEPBbLIN MO XXU3HU, HE
0b65a3aTenbHO KNMHN4Yeckass MaHndecTaums rno BPEMEHM CBA3aHa C
MOMEHTOM BBEAEHUSA 311aKOBOro nNpukopma.

= PekomMeHAylT noLlaroBbiv anroputMm AUarHOCTUKU LieNTMaknm ¢ OLEHKOM
KNMMHUYECKUX NOKasaTenen, onpenerieHneM cepornorm4ecknx MapKkepos,
HLA DQ2, DQ8, mopdonornyecknm nccnegosaHmem buontaTos
CIM3nNcTon 12-NnepCTHON KULLIKW.

"puropbes K.W., Boixpuctiok O.®., oHnH V.M. Cungpom JayHa u uenuakms. Cungpom OayHa XXI Bek. 2016; 16: 1: 3—12. benbmep C.B., lacunuHa T.B.
Llennakusa: oT natoreHesa k neveHuto. Bonpockl coBpemeHHon neanatpun. 2013; 12: 3: 12—17. Ivarsson A., Hernell 0., Stenlund H., Persson LA. Breastfeeding
protects against celiac disease. Am. J. Clin. Nutr. 2002; 18: 914-921.; Nisihara R.M., Kotze L.M.S., Utiyama S.R.R. et al. Celiac disease in children and adolescents with Down
syndrome. J Pediatr 2005; 81: 373-376.



Hetn c bone3Hblo [layHa HyXXparoTCcA B
AepMaTosiorm4ecKkon nNOMoOLLM:

" Mnagwero Bo3pacTta

(6 mecqaueB oo 7 ner) - 80,0%,
= OEeTn cTapllero Bo3pacra
(7-16 nert) - 95,0%.

Y pneten ¢ bornesHbio [layHa mnaawero n ctapluero so3pacra
HabnaaeTcs:

= BYyNnbrapHbI UXTNUO3 N OHUXOQUCTPOPUN - 66,7%,

" KOHTarno3HbI MOSJIHOCK - 20,0%,

" CTPENnTOKOKKOBAA NnogepmMus - 20,0%,
amonu4yeckuli depmamum:

" y OeTen mnagllero Bo3pacTta - 80,0%,

" y OeTen cTapllero Bo3pacTta - 52,0%.

BuwHs O. I'. KoxxHasi natonorusa y geten ¢ cuHgpomom [layHa. - ABToped. aucc. k.mea.H. (14.00.11) Mocksa2003 r. — c.




CuHOpom [JayHa: nposiesieHuUs1 U
conymcmaeyroujasi namoJsio2us (3

Y pneten c bonesHbto [layHa B cTapLueM BO3pacTe NOABIAITCS
HEBYCbI - 55,6% ,

BUTUIIUTO - 13,3%,
rmnoTpodunyeckne pyoubl 1 NaTOMUMNN - 3,3%,
yrpeBas 00nesHb - 38,3%.

BuwHsa O. I'. KoxxHasi natonorus y geten ¢ cuHgpomom [ayHa. - ABToped. aucc. K.mea.H. (14.00.11) Mocksa2003 r. — c.

Cysopoga K.H. l3meHeHMA KOXM NpU XPOMOCOMHbIX 60ne3HAX. B KH: akTyasibHble BONPOCHI AepMaToorMm 1 BeHeponoruum. M., 1970,
LOINYB,c. 176-180.



= OKCMNPECCUBHOCTb KIMMHNYECKUX NPOSABIIEHUN
aTonn4yeckoro gepmartuta y geten ¢ bonesHoto [layHa C
BO3PACTOM CHUXaETCH.

= [lo 7 neTtHero Bo3pacTta rnpeobnagatoT 3puTeMaTo3HO-
CKBaMO3Hble (POPMbl aTONMYECKOro gepmarura.

= B Bo3pacTte 7-16 net atonnyeckumn gepmaTmT
NpPOABNAETCA B 3pMTEMATO3HO-CKBAMO3HOMN (popMe C
nuxeHNnukKaumnen.

BuwHs O. I'. KoxxHasi natonorusa y geten ¢ cuHgpomom [layHa. - ABToped. aucc. k.mea.H. (14.00.11) Mocksa2003 r. — c.



KnunHunyeckumn cnyvaum (1)

PebeHok VBaH, 2 net 10 mec., HaxoanuTca noa HabnoaeHnem
C POXOEHMUS.

Manbeuuk ot |l bepemeHHOCTH, NpoTeKaBLLIEN HA DOHE
yrpo3bl NpepbiBaHNA B 6-8 Hen., 22-24 Hen. B 18 Hen., no
OaHHbIM Y3W, pasmepbl WEWHOW CKNaaku Bbille HOPMb,
yrposa npexaneBpeMeHHbIX pOaoB.

Poab! |l npexxgeBpemeHHble (36 Heagenb), NyTemM Kecapesa
cedyeHuns (HOXXHOe npeariexaHue).

Macca Ttena npu poxgeHumn - 2830,0 1. gnnHa- 48 cMm, OKp.
ronoBbl - 32 CM, OKp. rPyAHOU KNeTKn — 33 CM, OLeHKa no
lwkane Anrap- 7/8 6annos.

K rpyam npunoxeH Ha 3-U CyTKMW.

HCI Ha 5-e CyTKM XXN3HU: OXO-NPU3HAKN HE3PENOCTU
CTPYKTYpP rOfIOBHOIO MO3ra.



KnnHunyeckunmn cnyyvam (2

B cBA3U C KNMHMYECKOU KapTUHOW (MOHIONONOHbIN
pas3pes rnas, KoXXHas ckragka Ha Liee, afuKaHT,
MNSIOCKNW 3aTbINOK, MbllLleYHad rmnoToHUS,
«NAryLadummn XXmBoT», nonepeyHasa nagoHHasa cknagka,
HMU3KO PacCnofOXeEHHbIE YLLIHbIE PAKOBUHbI, «MJIOCKOE»
nnuo) pebeHKy NnpoBeaeHO UMTOreHeTn4YeckKoe
nccrnegoBaHne XpoMoCcoOMHOro Habopa.

BbisiBnieHa XxpoMocoMHas natonorus - Tpucomms 21
XPOMOCOMbI.

KoHcynbTnpoBaH reHeTUKoOM B PecnybrnnkaHCKOM
cneymanm3mpoBaHHOM LIEHTPE MEONLIMHCKOWN rEHETUKN
N npeHaranbHom anarHoctukn: « CnHgpom [ayHay.



KnnHunyeckunmn cnyyvam (3)

BpoXxaeHHbIM NOPOK cepala BbiABIEH B poaaoMe.

*IJx0-KI' B popgaome: nepnmembpanosHbin JMXKI1 0,45%0,5 m
c aHeBpuamon, Ap JDK/TTXK 60 mm pt.cT. OOO 0,4 cm, OAI1 0,16
CM. YMepeHHasa annartauna kamep cepgua. HegoctatodHOCTb
TK |-l cT. QaeneHue B JIA no TP 38,0 mm pT.CT.

*Jx0-KI' B 6 mec.: IMXXI1 0,58 cm nepumembpaHo3HLIN, Ap Ha
OM>KI1 68 mm pt.cT., AMXKIT 0,15 cm MmbiwedHbin. P B J1A 24,2
MM pT.cT. Ao — 1,0/1,1/1,56 cm, J1A 1,09 cm. J1I' 1,98 cm, Tl
1,84 cm, TPK 1,0 em. JDK KOO 29,3 mn, CA 6,02 n/mun/m2. OB
62%. Nony4yan BepoLnMPOH, KanTonpun.

*IJx0-KI' B 12 mec: aHeBpu3ama membpaHodHon yactn MXKI1 0,8
cm ¢ AMXXKI1 0,56 cm, Ap Ha AM>KT1 68 mm pT.cT., AMXKT1 0,15
cM MblwedHbIn. P B JIA 32,0 mm pT.cT. Ao cnH — 1,74cm, AAO —
1,68 cm. JII1 2,41 cm, 1111 2,61 cm, 1K 1,5 em. TIK KOO 35,3
M. ®B 72%.

*[lpoBegeHa onepaTtuBHas koppekuusa BI1C.



KnuHunyeckuu cnyyam (4)

K MmomMeHTy poxaeHus pebeHka matepu obino 40 net, otuy — 43
roga. Ctapwemy pebeHky B cembe - 15 net (3goposa).

Manbs4mk Haxoguncsa Ha cMellaHHOM BcKapmnneaHuu. [pukopm
BBEEH CBOEBPEMEHHO, HO B Manom obbeme.

C 3-x — Mecs4HOro Bo3pacTta rnpusHakm aTonn4eckoro gepmarura.
B 6 mec. - BBegeHne B paulmoH NpnukopmMma conpoBoXganoch
METEOPU3MOM, HEYCTOUYMBLIM CTYIIOM, 6ECNOKOUCTBOM.
CoxpaHAncsa KOXHbI CUHOPOM.

[Tpn obcnegoBaHnK: ypoBeHb IgE HE3HAUNTENBLHO NOBLILLEH;
noBbILLEeH ypoBeHb IgG K rmunaanHy, octarnbHble MapKepbl Lenvakmm
— oTpuuaTenbHble. VIcknioyeHa nepsBmnyHas nakrasHas
HeOoCTaTOYHOCTb. BbissBNiEH CyOKIMMHNYECKNN TMNOTUPEDS,
Ha3Ha4yeH 3yTUPOKC.

B pauuoHe K rpyaHoMy MOMOKY gobaBneHa nonyasieMeHTHast CMecCh.
B kauyecTBe npukopma — 6e3moriodHasa rpevyHeBast Kalla, 3atem
OBOLLHOE Mntope (kabayok, bpokkonu n ap.).

3 megmnkameHTOB — 304aK, npemMa, epMeHT (MaHKpeaTuH, Me3nMm,
KPEOH), MECTHO — anunaen, ysnaxHsawlwme cpeacrsaa.



CobcTBEHHbIE hoTOMaTepumarnsl



KnuHunyeckuu cnyyam (4)

Ha cdoHe npoBogmnmoro neveHunst 6bina goCTUrHyTa peMUCCUs.
OpagHako nocne ornepaTtuBHOM Koppekumnn pebeHok nonyyan
bonbLIoe KONMMYECTBO MEONKAMEHTOB 1 3TO CNPOBOLIMPOBANo
ovyepegHoe obocTpeHume.

B TeuyeHune nocneayowmx 1,5 net peunanBupyoT NpusHakm
aTonu4yeckoro gepmartura. Jltobas pecnupartopHada MHeKUUA
conpoBoXgaetcs obocTpeHneMm. HeobxoanmocTb npmema
3aMeCTUTENbHOM Tepanun No NoBoAy rMnoTUpeosa, feyveHne
HEBPONOrM4YeCKON CUMIMTOMATUKN TaKXKe nogaepxusaet
anneprnyeckmn npouecc.

B cBoto ovepenb, KoXHble nposereHns ALl He No3BONAKT
NpOBOAUTb HEOBXOAMMbIE KYPChl Maccaa.

PebeHok Kk 2 rogam 10 mec. caMOCTOATENbHO CUANUT, XOOUT «3a
PYYKY», MPON3HOCUT OTAENbHbIE CIIOBA, HO aKTUBHO NONb3yeTCS
NyNsLTOM TENeBM3opa U BKNOYaeT MynbTUNbMbI Ha NaHLIeTe.



BbiBOAbI:

= ATOnn4eckuin gepmaTtuT — 4yactoe KomopbugHoe
COCTOSIHME Y NauMeHTOB C cMHApPOoMOoM [layHa.

= B aucnaHcepHoe HabrnoaeHne geTen c
bores3Hbto [lJayHa, KpoMme ocMoTpa Bpada-
neguaTtpa, OeTCKOro Kapauosora, HeBporsiora,
9HOOKPMHOMNOra N reHeTnka obsizaTernbHO HY>XXHO
BKI1HOMaTb KOHCYIbTaUuio gepmarorsora.

* YNOopHOe TeYeHne aTonM4eckoro gepmarura y
nauueHTta c cuHapomom [ayHa Tpebyer
NCKITIOYEHNS TUNOTUPEOD3a, LieNnaknm, nakrasHou
HeOOoCTaTO4YHOCTU, anneprun Ha 6ernok
KOPOBbLEro MOMNokKa, depMeHTonaTmu,
nepBUYHOIo UMMYyHogedoununTa 1 ap.







