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Onpenenenune

Cungpom neneuuu 22- XpOMOCOMBI, ONUCAHHBIA Kak cuHapoM Jlu Jlkop kU wuam
BeJOKapAMO(aluaNnbHblii  CHHAPOM, — 3TO COBOKYHHOCTH MOpP(O  JIOTUYECKHUX,
MMMYHOJIOTHYECKMX M HEBPOJIOTMYECKMX WM3MEHEHHMH, KOTOpBIE SIBJIAIOTCS CIEICTBUEM
JeNeuy JTMHHOTo mieda 1 konmu 22-i xpomoco Mbl — del 22q11.2.

B knaccuyeckoM MOHSATHM 3TOT CHHAPOM MPEICTaBIseT COOOW Tpuamy, CO CTOSAIIYIO U3
BpPOKJEHHOI'O IOpOKAa Cepjla, IMIOoIia3uu (amia3uu) THUMyca M TUIOKAJIbLUEMHUH, Kak
pe3yJIbTaT TUIOIUIA3UH NTapaIlUTOBUIHOM JKETIE3bI.

Kak Hu omua napyroit cuuzapoMm, cunapom [u JDxopmku BapuabeneH B KOJIMYECTBE
MIPU3HAKOB U CTENIEHH UX BBIPAXKEHHOCTH, YTO OOBSACHSACT TOT (PAKT, YTO 3TOT CUHAPOM UMEET
nopsiika JecsATKa pa3nuuHbIX HaszBaHui, Bkimouas CATCH 22, BenokapanodanuanbHbIH
cugpoMm, II npuntueHa cunapom, Kail- nepa cHHOPOM, CHHOPOM JIMLEBBIX U

KOHOTPYHKQJIbHBIX aHOMAJIUU U T.J.

Knaccudpukanm

[Monubit unu yactuusbiii cunapom Jdu JLxopmxu (knaccudukanus ESID, nunarnoctudeckue
KpuTepun). McTtopuueckn ClOoXWIOCh, YTO B JIUTEPAType HacTO MCIONIb3YETCs pa3felicHue
CHUH/IPOMA Ha IOJHBIM M HENOJHBIA (YacTUuHbIN). OJHAKO C pa3BUTHUEM T'€HETUKH, HOBBIX
MMMYHOJIOTHUECKUX TEXHOJOTMH M BapuabeIbHOCTH CUMIITOMATUKU JaHHAs KJIACCHU(pHUKAIH

HECKOJIBKO yTpaTUJIa CBOM CMBICII.



m [lonneiil cunapoM Ju JKOpKK UCIIONIB30BANICS Y MALMEHTOB, UMEIOIIUX TTOJHBIN CIIEKTP
TUIUYHBIX MPOSIBICHUN, BKJIIOUasi BRIPAKEHHBIH MIMMYHOAC(DULIUT.

m Yactuunbiii cuaapoM u JIKOpIKKA UCHOJIB30BAJICS Y MALMEHTOB, €CJIM OHU WMEIH JIUIIb
HEKOTOpblE€  TUNHUYHBIE  MPHU3HAKH, OCOOCHHO 0e3  MpOsBICHUNH  BBIPAKEHHOTO
ummyHonepunura. Yactuuneld  cunapom Ju  JKOpIKM B 3HAUUTENBHOW CTENEHH
[IpeBaIupyeT II0 KOJUYECTBY B CPAaBHCHUM C IIOJIHBIM. M B Hacrosiee Bpems OLICHKA
konmuectBa HauBHBIX T-kimetok (CD4+CD45RA+ T-cell) sBnsercs Oonee M0CTOBEPHBIM
[IOKa3aTeJIeM I Pa3andys MOJHOTO CUHAPOMA OT HETIOJIHOTO.

Kpowme Toro, uro cunapom Ju Jlxxopmaku accoruupyercs ¢ aepuuurom T-KIeTOYHOTO 3BeHa,
B TIOCiIeqHee BpeMs OOHApy>KEHO HEeMajo MalMeHTOB, MMEIOUIMX HM3MEHEHHUS B JpPYyrux
3BEHBSX MMMYHHTETA (KOJIUYECTBO B-KJI€TOK, KOJMYECTBO UMMYHOIJIOOYIMHOB). B otHOM 13
uccnenoBanuii, Bximovaromux 6onee 1000 mamuentos ¢ cunapomom Jlu Jxopmku crapiie
Tpex JeT, OOJbHbIE HMMEIH TUIOraMMarioOyJIMHEeMHIO, TOJIOBUHA M3 HHUX PETYJSPHO

IIOJIyYaJIu 3aMeCTUTEeNbHY10 Tepanuio BBUT'.

JNUAeMHUO0JIOTHS

Cunnpom du Jxopmxu (CHAM), unu neneuust 22- XpoMOCOMBI, — caMasl 4yacTasi JAeJIeIus
Cpeau APYTHX MyTaluil B 4EIOBEUYECKOM I'€HOME, [0 YaCTOTE OHA YCTYIAET JIUIIb CHHIPOMY
HMayna, Tpucomuu no 21-ii xpomocome. Yacto ta BcTpeuaemoctu Bapbupyer oT 1:4000 no
1:6000 HOBOpOXneHHBIX. llpy wn3 ydeHMum aHamMHe3a NALMEHTOB BBISBJIEHO, YTO HE
HaOJI0AaeTCsl HU TIOJIOBOM, HM STHHYECKOW MPEpPacOiIOKEHHOCTH K JaHHOMY CHHAPOMY.
BonbmIMHCTBO MalMEHTOB ¢ Aenenueil 22-ii XpoMOCOMbI UMEIOT BPOXKICHHBIN MMOPOK cep La
WIA TUIOKAJIBIUEMHUIO BCKOpe Tocie poxiaeHus. IlanueHTsl, He UMeEoImue IaHHBIX
CHUMIITOMOB, 3a4aCTyI0 MIPOCMATPUBAIOTCS, U NMPABMWIBHBIM TUArHO3 BBICTABIISETCS MO3XKE Ha
OCHOBAaHUU APYruXx npusHakoB. C pa3BUTHEM KapJHO- XUPYTHH, TEHETHKH ¥ UMMYHOJIOTUH
Bce 0OJIbIIEMY KOJIMYECTBY MAI[IEHTOB BBICTABIIAIOT MPABWIBHBIA TUArHO3, K TOMY K€ Y HUX

YBCIUYUBACTCA MPOAOJ )KUTCIBbHOCTD KU3HU.

ITHOJIOTHSA M ATOTeHe3

[{uToreneTnueckue M MOJEKYJSIpHBIE HCCleoBaHUs Tokaszanu, yto del 22ql1.2 sBnsercs
BeAylield npuunHoi cuHapoma u JKOpIKM M BCTpeda eTcs CHopagudecku Oosiee yem B
90%. B 10% cnyuaeB nenenusi HacIeayeTcsl OT OJHOTO U3 POAUTENICH, TaK KaK HACJIeI0BAHHE
IIPOUCXOJUT ayTOCOMHO- JOMHHAHTHBIM IyTeM. B penkux ciydasx CHHAPOM SBISETCS
IIPOSIBJIEHUEM MEPECTPOEK APYTUX XPOMOCOM.

Anamu3 [IHK manmenToB ¢ geneuumeit 22-i XpoMocoMbl BbIABHI, 4TO B 85 90% cmyuaes

BBINMAAIOIIANA YYaCTOK SABJISETCS OAHUM M TeM »ke. Jlokanuszauus npoenupyeTrcss MExXIy
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D22S427 na 22q11.21 n D22S801 na 22q11.23. B sTOM y4acTke j0Kkanu3oBaHO He MeHee 40
T€HOB, YTO COCTaBJII€T OKOJO 3 MIJIH Iap HYKJIEHHOBBIX ocHOBaHMH. B 10-12% ciyuaes
BCTpeYaroTcs 0osee KOPOTKHE JeNEIH, KOTOPbIe COCTABIAIOT 1,5-2 MIIH mapHBIX OCHOBAaHUIA.
BbII0 OMMCaHO HECKOJBKO MAlMEHTOB € CUHAPOMOM Jlu JKOpAKH, UMEIOIIUX JeIeLUun 3a
npe pgenamMu HauOojiee 4YacTO BBINANAIONIMX YYacTKOB. Pe3ynbTaThl MpOBEIECHHBIX
UCCIICIOBAaHUM CBUJETEILCTBYIOT O TOM, YTO CTENEHb BBIPAKEHHOCTH (EHOTHUIIA HE
KOppEJIUpYyeT C pa3MepoM JeNelru, T.. MAlUEHT ¢ morepeil 1,5 MIH mapHbBIX OCHOBaHUM
MO>KET UMETh TAKOMH XkKe M0 TsKecTr (PEHOTHIL, KaK U C Jesieliel B 3 MIIH apHBIX OCHOBAaHUI.
Kpome Toro, 06110 3aMe4eHO, YTO BapHadeNbHOCTh (PEHOTUIMMYECKUX MPOSBICHUIN BapbUpyeT
KaK BHYTPU OJHOM CEMBHM, TaK U MEXKAY CEMbSIMM, HECMOTpPS Ha WJEHTHUYHBIE YYacCTKU
JeJIeLUH.

B 1993 r. ObUIO BBIABIEHO, YTO B MECTE YYacTKa, TJ€ TMPOUCXOAAT IENEIHH, JIexar
Hu3Kokouniinele NoBTOps! (LCRS), yTO NpHBENO K MPEANIOIOKEHUIO O TOM, YTO UIMEHHO 3TU
YUYaCTKH SIBJIAIOTCS HECTaOWJIBHBIM MECTOM B XpomocoMe. B mporecce uccienoBaHusi B
paifoHe MUKpOJeNeH ObIJIO BBISABICHO, YTO YYACTKH C MOBTOPAMHU MMEIOT MPOTSHKEHHOCTD
6onee 100 map HYKJIEHHOBBIX OCHOBaHHWU. BbIIO BBIBIEHO 4 pa3feNbHBIX OJIOKAa TaKUX
noBTOPOB. Kax/iplif 60K COCTOMT U3 HECKOJIBKHX TPYII OCHOBaHHWNA, MMEIOUINX Pa3IMYHYIO
MPOTSDKEHHOCTh M PAacoJIOkKEeHUe BHYTpH O70ka. D1u 6s10ku 6but HazBanel LCR A—D, rae
LCR A 3aHnMaeT NpoKCUMaJIbHOE MOJIOKEHHUE.

[TocnenoBaTenbHOCTh TEHOB 22-i XpOMOCOMBI MOJIHOCTBIO OblLTa pacumdpoBana B 1999 r.
[Tpu cpaBHEHUM reHOMA YEJIOBEKA M KPBICHI ObIJI0 00HAPYKEHO, YTO TeHETUYECKUN MaTepHa,
HaxonsdIuics Ha 22-W XpoMOcOoMe y 4elioBeka, Ha 98% coBmagaer ¢ TakoBbIM Ha 16-i
XpOMOCOME Y KpBICBHI, Pa3jIM4yasCh TOJBKO IO JBYM aMHMHOKHCJIOTaM. B cBsi3u ¢ 3tum
OOJIBLITMHCTBO BBIBOJIOB, MOJIyUYEHHBIX MPH MCCIEJOBAHUU T'€HOMA Ha MOJAETSAX ITHX JKUBOT-
HBIX, MOKET OBITh OTHECEHO U K YEJIOBEYECKOMY I'€HOMY.

Jlenenys BbI3BIBAET BBINAJCHUE yyacTka, Bkiowaromero TBX 1, ¢akropa Tpanckpumuuy,
YUYacCTBYIOLIETO B pa3BUTHH (hapUHTEATbHBIX AYT. DTH U3MEHEHUs, B CBOIO OUYEepellb, BEAYT K
HapylmeHHIo (HOpMUPOBAHMS CepAlla M MaruCTPalIbHBIX COCYJOB, HMMMYHOJIOTHYECKHM
M3MEHEHMSAM, pacllelyieHnio HEOa W BepXHeill TyObl, THUIONApaTUPEOHIU3MY, 3a/IEPIKKe
YMCTBEHHOI'O Pa3BUTHSI.

Y wmpmmHbIx  Mozeneir TBX 1 skcopeccupyercs B (apuHrealbHOM ME3EHXHME H
SHAOAEpMaiIbHOM KapMmaHe. DapuHreanbHas ME3€HXMMa — IEpBUYHAs C TPyK Typa A
(dbopMHpOBaHUS JHUIA U BEPXHEH YacTH TPYTHON KIETKH. DHIOJEPMAaJbHBIM KapMaH Haer
Hayajl0 MapalluroBUAHON Xeje3e M TUMycy. lamioHegocraTouHocTh no reny TBX 1
OpUBOAUT K Oojiee MEJKUM IO pa3MepaM CTPYKTypam-IIpeIIIecCTBEHHUKaM, 4YTO B

MOCTENyIOEeM  NPUBOAUT K  HapymeHUI0  (OpPMHUPOBAHMS  JIMIEBBIX  CTPYKTYD,
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NapalMroBUJHON >Kene3bl W TuMmyca. M3 3Toro MoxHO 3akimouuTh, uro ren TBX 1
HEOOXO/MM Ha PaHHUX cTaausx ¢opmupoBaHus opraHoB. Takxke TBX 1 nomomHuTensHO
aKkTUBHpYeT (akTopsl pocta pudbpodracroB — FGFS8 (fibroblast growth factor) m FGF10,
muoreHHeli gaxtop 5 (MYFS) u daxtop muorennoii nuddepen- muposku 1 (MYODI1).
Cunraercd, uro FGF8 u FGF10 nomoraroT pactu okpyXarolMM KJIETKaM M MOTYT UIpaTh
poJib B MUTpAllUM KJIETOK HeipambHOro kpecra. TBX 1 Takke peryiupyer 3KCIPECCHIO
¢dakTopa PITX2. DTOT (pakTOp OTBETCTBEHEH 3a pPa3BUTUE C TPYK Typ JHIA U CIUSHHE
MoJIOBMH Heba M acummerpuro cepamna. TBX 1 skcmpeccupyeTcss B pa3BUBAIOIICHCS Me30-
JepMe MO3ra M CKIEpOTOME, Jalolel Hayallo Pa3HOOOpPa3HbIM CTPYKTypaM B CIIMHHOM
CTBOJIE.

Hecmotpss Ha 1o uro TBX 1, 6e3 coMHeHUs, SBISETCS TIaBHBIM T'€HOM, (POPMHUPYIOLIHM
(dbeHoTHN MpH CUHApPOME Aenenuu 22-i XpOMOCOMBI, B pe3yjbTaTe HCCIeIOBaHUN ObUIN
BBISIBJICHBl U JPYIM€ I'€Hbl, HEIOCTAaTOYHAs 3KCIPECCUS KOTOPBIX MOXKET UIpaTb poJib B
¢dbopmMupoBaHUN (PEHOTHIUYECKHUX MPOsBICHUN. [Ipeke Bcero MHTEpecHbl IeHbl, UTPAIOIIHe
POJIb B MUTPAIMK U (PYHKLUH KJIETOK HEHPAJIbHOTO KpecTa.

OngnuM u3 Takux reHoB sBisietcss DGCR6, NOKaIU30BaHHBIM B MPOKCHUMAJIBHOM OTJENE
HanOosiee 4YacTo yAaJeHHOro Jokyca. IIpucyTcTByer BO BCeX TKaHIX YEJIOBEKa, 3a
HCKJIIOYEHHUEM IUIALICHTBI. MakcUMallbHOE MPOSIBIICHUE B CEPACYHON U CKEJIETHBIX MBIIIIAX.
B03M0KHO, 3TOT I'€H UTpaeT pojib B MUTPALMU KJIETOK HEMPAIILHOIO KpecTa.

I'en DGCR2 xonupyeT peuenTop aare3ur, KOTOPbId MOXET y4acTBOBATh B CIIEIU(PHUECKUX
peakuusax aare3uu. Ero orcyTcTBHE Bi€YET HApyLICHHUE MUIPALMM WM B3aUMOJICHCTBUSA
MEXy KJIeTKaMH HeHpalbHOTO KpecTa U OpOHXUAIBHBIX JIYT.

GSCL Taxxke ObUl KapTHpOBaH BHYTpH HauOojee wyacto yaaieHHoro jokyca. GSCL
HKCHPECCUPYETCS y YeJIOBEKa Ha PaHHUX CTAIUSIX Pa3BUTHs U UTPAET pojb B (HOpMUPOBAHHH
OpraHoB — IMPOU3BOAHBIX HEPBHOIO rpeOHs. Ero ramioHesocTaTrouHOCTh MOXKET NMPUBOIUTD
K HApYyIIECHHUIO CIyXa U ICUXUYECKUM 3a00JIeBaHUSM.

HIRA — reH, sBisitomuiica peryiastopom Tpanckpunuuu. HIRA skcnpeccupyercss B
pa3BUBAlOIICHCS HEHpaJIbHON TpyOKe M ee NMPOM3BOAHBIX. HapylieHue sKCHpeccHH 3TOro
reHa B OIBITaX C KypUHBIMH 53MOpHOHAMH B Tpolecce SMOpUOreHe3a MPHUBOAMIO K
COXpaHEHMIO OOIIETo apTepUaIbHOTO CTBOJIA.

I'en UFDIL »skcipeccupyercs B (apuHTealbHbIX KapMaHax M 4-il apTepualbHON Jyre,
npenanonaras yuactie B peHorune cusapoma Ju JHxopmxu.

I'en CRKL moxer urpatb poib B (opMUpoBaHMU (eHOTHNA manueHToB. MccnenoBanus
[IOKa3aJIM, YTO MOJEIU MBIIIEH, FOMO3UIOTHBIE IO JaHHOMY TI€HY, UMEIOT HapyLICHUS
CX0XKHME C TAaKOBBIMM IIpHU AeNeluu 22-H XpOMOCOMBI y JIIOAEH: MOpakKeHHWE IYyTH aopThl,

BBIBOJAIINNUX MAruCTpajJbHbIX COCYAOB U UBMCHCHUS B HHHGBOﬁ o0acTu.
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I'en xatexon-O-metuntpancdepasza (COM?2) ydacTByeT IllaBHBIM 00pa3oM B MeTaboIMU3Me
KAaT€X0JaMUHOB — aJpeHajMHa, HOpaJpeHaJMHAa M JonamMuHa. Ero HeZoCTaTo4HOCTh
NPUBONIIA K CHIDKEHHIO aKTUBHOCTU (DPEPMEHTOB M U3MEHEHHUIO B TMOBEACHUHU M, BO3MOXKHO,
MICUXUATPUIECKUM 3a00JI€BaHUSIM.

I'en CPT skcrpeccupyeTcsi B TOJIOBHOM MO3Te, JIETKUX, MEYCHH U MOYKAaX. ITOT TeH ObLI
KapTUPOBaH B KPUTHUUECKOM pAlOHE M Yy4YacTBYET B TPAHCIOPTE LIUTPATOB B MUTOXOHJIPUSIX.
ABTOpBl CUMTAIOT, YTO TAIUIOHEAOCTATOYHOCTh MO 3TOMY T€HY MOXKET OTpa3uThCsl Ha
YMCTBEHHOM Pa3BUTHH YEJIOBEKA.

I'mukonporenn Ibp, konmupyemsiit renom GPIBB, sBisercs KOMIIOHEHTOM akTopa
Bunnebpanna peuentopa TpoMOouuTOB. JleeKTh B 3TOM peuenTope MPUBOIAT K PEAKOMY
ayTOCOMHO-PELIUCCUBHOMY 3200JIeBaHUIO — CUHJIPOMY bepnapa—Cyise.
I'annonenoctHrouHocTs GPIBB MOXET Wrparh pojb B IOSBICHUM HAMONATHYECKON
TPOMOOIIMTONICHNH, OYE€Hb YacTo Halronaemoii y nauenTtos ¢ del 22ql 1.2.

VY4uThiBask pe3yabTaThl paboT MO BRIICHEHUIO MOJICKYJISIPHBIX OCHOB 3a00JI€BaHMs, SICHO, UYTO
B (opmupoBanun (QeHoTHra Urpaer pojb KOMIUIEKCHOE HapyLIeHHE SKCIPECCHH H
B3aUMOJICHCTBHS T'€HOB, WX MOAM(UKATOPOB W JPYIMX COCTABISIONIMX, YTO NPUBOIUT K
JanbHeHIeMy HapyIIeHHUIO SM- OpHO- U OpraHOTeHe3a.

COOTBETCTBEHHO TPU OTCYTCTBHM WJIM HAapyUIeHUH (QYHKIUHM M DKCIPECCHMU TEHOB U
JaTbHEUIITNX MPOLECCOB MPOUCXOAUT (POPMHUPOBAHUE MTOPOKOB PA3BUTHS, XapaK TEPHBIX IS

CUHPOMA MUKPOJEIEINH 22-i1 XpOMOCOMBI.

KIMHUYECKAS KAPTUHA

CrieKkTp KIMHMYECKHUX NPOSBICHUM NPU CHUHIPOME Aeleluu 22-i XpOMOCOMBI JTOCTaTOYHO
IIMPOK M TOCTATOYHO YaCTO BBHIXOAUT 3a pamku abopeBuatypsl CATCH 22. Kpome Toro, mis
3TOr0 CHHJIpPOMA XapaKTepHO MpeodialaHhe TeX WM UHBIX MPU3HAKOB B 3aBUCHUMOCTH OT
BO3pacTa MalMeHTa, Yero He CKaXellb O APYTUX MMMYHOAEC(UIUTHBIX COCTOSHUX. Tak, y
JeTel Tmocie poKICHHS Ha TMEPBOM MECTE IO TSHKECTH MPeoOsIafaroT BPOXKACHHBIH MOPOK
cepAlla M TUMOKAJIBIMEMHUs, B TO BpPeMs KaK C BO3PACTOM TMOSBIISIOTCS MPOOIEMbI APYroro
XapakTepa: 3aJepKKa IICUXOMOTOPHOTO pa3BUTHUS, HH(EKIMOHHBIE W ayTOMMMYHHBIE
ocioxHeHus. IloaToMy HEOOXOOUMO ONpEAEIUTh KIIOYEBBIE CHUMITOMBI W IPHU3HAKH,
COYeTaHUE KOTOPBIX JIOJDKHO HACTOPOXKUThH Bpada M OTIPABUThH MAIMEHTA Ha OOCIEI0BaHHE
JUTSL UICKJTIOUEHUSI CUHIpOMA JIeJIeuu 22-i XpOMOCOMBI.

PebGeHok nomkeH OBITH OTHpPABICH HAa HCCIECIOBAaHUE Ui WCKIIOYEHHUs cuHapoma Jlu
JIKOpKH, €CIIH €CTh COYETaHUE XOTs Obl 2 IPU3HAKOB U3 MEPEUUCICHHON TPYIIIHI.

. Bpoxxnennslii nmopok cepaua cocrasisieT He MeHee 80% ciyuaeB. Hekotopsle u3

MIOPOKOB  SBIISIIOTCSL 0OJiee MAaTOTHOMUYHBIMU: TakK, IpEphIBAHUE Jyra aopThl, OOLIMiA
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apTepuaNbHBIA CTBON U TeTpana Damio sABIA0TCS Hanboiee YacThIMU CPeAN JaHHOM TPYIIIbI
nereil. OHAKO ApYTrHe MOPOKU HE UCKIIIOYAIOT IaHHOTO CHHAPOMA, 0COOEHHO B COUYETAaHHH C
APYTUMH MIPU3HAKAMH 3TOTO CUHPOMA.

. ['unoxanpLueMus/TUIONAPAaTUPE03 MOXKET MPOSIBISATHCS CYAOPOKHBIM CHHIPOMOM
IIPU BBIPQXKEHHOM JIe(DUITUTE KaJIbIUs B MIIAJICHYECKOM BO3paCTe.

. [TopakeHue HOCOTJIOTOYHOTO ammapara BbIABICHO HpuMmepHo B 70% cioy4yaeB u
NPOSIBIISIETCS. B BUJAE Belo(papUHrealbHOW HEJOCTATOYHOCTH, paclieruieHuu HEOa, TyObl,
pa3aBOEHUM Y3[e4KkH HEOA, THYCaBBIM OTTEHKOM TO0JIOCA, TAaKXKe OIMCAaHO CHIDKEHUE
OOOHSIHUS, KOHAYKTUBHAS U/WIHM CEH- COHEBPAJIbHASI TYTOYXOCTb.

. XapaktepHble uepThl Juna (yUIMHEHHOE JIMIO, MHUKPOTHATHS WU PETPOTHATHA,
IIMPOKas TEepeHOCHUIla, MeNKue 3yObl, aCUMMETpHs JIMLA TMpH IUladye, OIMYyIICHHbIE BHU3
YrOJIKW pPTa, IJIa3HOM TUIEepPTEeNOpU3M, HHU3KO MOCAaXKEHHBIE U J1e()OpPMUPOBAHHBIC YIIHBIC
paKoBHHBI, Oy160000pa3HbI KOHYUK HOCA).

MmMmyHoONornueckue HapymieHus BeTpedatorcss B 77% ciaydyaeB. OgHako HMH(EKIMOHHBIC
NIPOSIBJICHUS BCJIEACTBUE Ae(PeKTa MMMYHHOU CHUCTEMBI JeOIOTUPYIOT HE ¢ poxkaeHHs. Yarie
JPYTUX 3BEHbEB MOpaxkaeTcsi T-KIETOYHOE 3BEHO, YTO MPOSBISIETCS MPEAPACTIOI0KEHHOCTHIO
K TPHUOKOBBIM 3a00JIEBaHUSM, IMHEBMOIMCTHOM MH(EKIMH, HEKOTOPHIM OakTepHalbHBIM H
BUPYCHBIM HH(DEKIHSAM.

. Hapymenue BbipaboTkn T-KI€TOK MOXKET THpeapacrnonaratb K ayTOMMMYHHBIM
3aboneBaHusM. Jlo HacTosimiero BpeMEHH ObUIM BBISBIEHBI COUYeTaHWs cuHApoMa Jlu
Jxopmxun u FOPA, XTII, AUT'A, B3K, OGone3nu ['peiiBca, ayTOMMMYHHOTO YBEWTA,
OpoHXMATBHOU acTMBL. Tak, B OJTHOM M3 HUCCIEeNOBaHUH, cocTosimeM u3 130 manueHToB, A0is
BBISIBIICHUSI ~ ayTOMMMYHHBIX  3a0ojieBaHuil  coctaBuia  8,5%, mpuueM  pa3BUTHE
ayTOMMMYHHBIX OCJIO)KHEHUH TNPOUCXOAMIIO Yalle y MalMeHTOB C HU3KUM COJIEpKaHHEM
CD4',

[ 3anepxka GU3NUECKOro pa3BuTHs. B HacTosiee BpeMs OIMyOJIMKOBAHbI LIEHTHIBHBIC
TaOMUIIBI JUIS TTALMEHTOB C JieNenueit 22-i XpoMOCOMBI, KOTOPbIe HECKOJIBKO OTJIMYAIOTCS OT
CTaH/IaPTHBIX TAOJIHII.

| 3anepxKKa peueBOro M IICUXOMOTOPHOTO pas3BuTusi Habmomaercs y 70—90% wu
MPOSIBIISIETCS. C BO3PACTOM, OJHAKO TECTUPOBAHME MAIMEHTOB C 33JCPKKOU Pa3BUTHUSA UMEET
CMBICJI TOJIBKO B COYETAHUU C APYTUMH MTPU3HAKAMHU.

. Yacrsle 3a0051€BaHus, IPEUMYILECTBEHHO JIbIXaTEeIbHON CHUCTEMBI.

CyMMHpPY$l BBIILIEU3T0KEHHOE, MOXKHO 3aKJIIOYUTh, YTO CHEKTP KIMHHUYECKUX IPOSBICHUN
JOCTaTOYHO IIMPOK, MOATOMY HEOOXOJUM BHUMATEIBHBIM MOAXOJ KO BCEM IMAIEHTaM,

HUMCIOIIIUM XOTsA OBI OJWH U3 NICPCUYUCIICHHBIX ITPU3HAKOB, TaK KaK Ooiee PaHHAA AUarHOCTUKA



MNEPBHUYHOTO HMMYHOHC(bHHHTHOFO COCTOSAHHUA CHOCO6CTByeT NpCAOTBPAILICHUIO TSXKCIIBIX

BOCTIATUTEIBHBIX OCJIOKHEHHUH.

JNATHOCTHUKA

PusukanbHOe 00cae0BaHue

Oyenka  @usuueckoeo pazéumus. BONBIIMHCTBO  MAlMEHTOB HMMEIOT HHU3KOE U
JUCTAapMOHMYHOE TI0 Becy (HU3UUECKOEe pa3BUTHE, YTO, CKOpEE BCETO, MPOSBISACTCA
CJIIEICTBUEM CHUHAPOMAJIBHOM MAaTOJOTMH MU HAJIUYMEM CEPAECYHOCOCYIUCTOM IATOJIOTUU Yy
MOJIABJIAIONIETO OOJBIIMHCTBA MAI[EHTOB.

Crturmel aucaMOpHOreHe3a HIMPOKO BapHaOeNbHBI M HE SBIAIOTCSA MaTO- THOMOHUYHBIMH,
OJTHAKO Yalle JAPYIMX MPU3HAKOB OOpaIlaioT Ha ce0s BHUMAHUE TJa3HOW THIIEPTEIOPU3M,
Oynbp0000pa3HbIii KOHUMK HOCA U Pa3HOM (hOpMBI HU3KO MOCAKEHHBIE yIIHbIE PakoBUHBL C
BO3PAaCTOM HEOOBIUHBIC YEPTHI JIMIA CTIAKUBAIOTCS, U CHHIPOM MOKHO MPEAINONIOKUTH O
JPYTUM IIpU3HAKaM.

[Topaxxenue 007acCTH  HOCOTJIOTKM  MOKET BapbHpOBaTh OT  BeJIO(apUHIe€ATbHOM
HEIOCTaTOYHOCTH [0 TMOJCIU3UCTOrO PACHICIUICHUS M IOJHOTO paciiervieHuss HEOa u
BepxHel ryObl. ['HycaBbIii OTTEHOK Trojioca MMEET MECTO Y TMOJABIISIFOIIETO0 OOJIBIIMHCTBA
MTallUECHTOB.

MoryT nposIBISTHCS MPU3HAKU JIBIXaTEIbHON U CEPICUYHON HEAOCTATOYHOCTH, OCOOCHHO MpH
terpage Pamio u obmeM apTepUallbHOM CTBOJIE — JBYX XapaKTEPHBIX NATOJOTHAX IpPU
JAHHOM CUHIPOME.

MoryT BcTpeuyaTbCs IOPOKU Pa3BUTHUSA IbIXaTEIbHOMN, MUIICBAPUTEIBLHON, KOCTHO-MBIIIEYHON
U JPYTUX CUCTEM.

3azep)kKka YMCTBEHHOI'O M PEUEBOTO pa3BUTHS BCTPEYAETCs y MOJABISIOLIETO 4YHCIIA
MTALIUECHTOB C JaHHBIM CUHAPOMOM.

Jlabopamopnas ouacnocmuka

Knunuuecxuii ananusz kposu

. YpoBeHb HOHU3UPOBAHHOTO KAJIBLIMSL.

. YpoBeHb apaTUPEOUJHOTO TOPMOHA.

n YpoBeHb TOPMOHOB IIUTOBHUIHOM KEJIE3BI.

. YpoBeHb CHIBOPOTOYHBIX UMMYHOTJIOOYJIMHOB M KJIETOYHOTO MMMYHHUTETA, BKIIOYAs

OIpeJiesIeHUue KOJIMYECTBA HAaUBHBIX T-TUMQOIUTOB.
n Murtorennsiii  orBeT (T-kierounslii mnponudepaTuBHBIA OTBET Ha BO3JCHCTBHE
AQHTUTCHOB).

. Yposenb TREC B.

. YpoBeHb crieruprUecKux aHTUTEN, €CITU peOEHOK BaKIIMHUPOBAH.
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WNHucTpyMeHTalIbHBIE 00CTIE0BAHUS

. OKT.

. OxoKT'.

n Y31 opraHoB MOYEBBIBOJSAIIEH CUCTEMBI.
n PI" opranos rpyiHOM KJIETKH.

. HazodapunreanbHas 3HI0CKOIHSL.

. Aynuomertpus.

. OdTranpmonoruueckoe o0cie0BaHHE.

. Onenka (pU3MYECKOro pa3BUTHS.

. MPT/KT no noka3zaHusM.

. Anruorpadus, Mo IOKa3aHUAM.

KOHCYJII:TaI_[I/II/I CIICHHUAaJIMCTOB

. Koncynpranus kapauosnora.

. KoHcynpranus ummyHosnora.

. KoHcynpranus 3H10KprHOIIOTrA.

. Koncynpranus JIOP-ppaua.

. KoHcynpranus 4eatocTHOro Xxupypra.

. Koncynpramus opransmornora.

. Koncynpranus HeBposora/mcuxuarpa.

. KoHcynpranumy 1pyrux crenuanicToB M0 MOKa3aHUsIM.

MonekynsipHO-TeHETHUECKOe 00CIeIOBaHIE

Haubonee 4acTto BHIMOTHSAEMBIC TECTHI ISl MOATBEPKACHUS TaHHOTO JUArHO3a — 3TO METO/T
dmroopecuientao rubpuausamnueii in situ (FISH) ¢ JIHK-30am0M TUPLE 1 (HIRA) u metox
MOJIMMEPA3HOM LETTHOM peakinu U IeKTpodopes3a ¢ MOMOIIBI0 aHATN3a MUKPOCATEIUTUTHOTO
nonmuMopdu3mMa TO OIpeAeNeHHBIM JIOKycaM, IEePEKPHIBAIOIINM O0NIacTh Jenenuu 22-i
XpOMOCOMBI. BeTpedaroTesi maueHTsl ¢ KIMHUYECKUMU MPOSIBJICHUSIMUA CUHAPOMA JIETICIUU
22-1 XpOMOCOMBI, HO C OTPHULATEIbHBIMHU PE3yJbTaTaMU MO AUATHOCTUKE Jeieluu 22-i
XpOMOCOMBI. B Takux ciydasix Henab3sl UCKIIOYUTh MyTanuu B rene TBX 1 unu geneunto
10p13—p 14. Hexoropsie naunentsl ¢ CHARGE-acconmanuei Takxxke UMEIOT Aesielnio 22-

Of XpOMAacCOMBI ITPH CTAHJIAPTHOM 00CIIeIOBAaHUHI

KPUTEPUU JTUATHO3A

JInaruo3 NOATBEPKIAIOT IPU IOMOILIU MOJIEKYJISIPHO-TEHETUYECKOro uccienosanus. Ha
CGFO,HHHHIHHﬁ ACHBb NIPAaBOMCPHBI CICAYIOMIUC PC3YJIbTATLL O6CJI€,Z[OBaHI/I$IZ MHOJIOKUTEIbHBIN
TecT MetogoM (rmyopecuentrnoit rudbpuausanueit in situ (FISH) ¢ JIHK-3ommom TUPLE 1

(HIRA), oOHapyxeHHE JIOKyCOB C OTCYTCTBHEM TI'€HETHMUYECKOTO MaTepuana MeETOJI0OM
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MOJIMMEPa3HON HEMHON peakuu U 3JIeKTpodopesa ¢ MOMOIIbIO aHaTH3a MUKPOCATEITTUTHOTO
noauMopdu3Ma IO OIpeNeNeHHbIM JIOKycaM, IMEPEeKpPBIBAIOIIUM O0JIaCTh JAeienuu 22-i
XpoMocoMbl, MyTauuu B reHe TBX1 unu oOHapykeHHas JeieHus B KOPOTKOM ruieye 10-if

XpoMocoMmbl p 13—p 14.

JTA®DEPEHIIUAJIBHBINA IUATHO3
[ToBbiieHHOE ynoTpeOIeHHe PETUHOUIOB BO BpeMsi OEpPEMEHHOCTH HMPUBOIUT K TOMY, UTO
IUIO/T MUMEET CXOXKHE CTHIMBbI TUCAIMOpHOTeHe3a ¢ TeMH, YTO MPH CHUHAPOME Jeseruu 22-i

XPpOMOCOMBEI. OZ[HaKO IIpU TCHETUYCCKOM O6CH€I{0BaHI/II/I MyTalluu HEC MMOATBCPKAAKOTCA.

. JuabeTnyeckast SMOpUOTIATHSL.

. Cxosxune cumnroMsl umerot nanueHTsl ¢ CHARGE-accounanuei.
. TKHH.

. AnagKuiis CUHAPOM .

n IN'onpgenxapa CUHAPOM .

TEPAIIUSA

Tepanus nanyeHToB ¢ CHHAPOMOM JeeiH 22-i1 XpOMOCOMBI HaIlpaBJieHa IJIaBHBIM 00pa3oM
Ha KyINUPOBaHUE OCJIOKHEHUM, BO3HUKAIOIIMX B TOT WM MHOW INEPHOJ KU3HU NalUEHTA.
[IpenynpexaeHue OCIOKHEHUM, XapaKTEpHBIX I Pa3HOrO BO3PAaCTHOrO Iepuoja, u

aJIeKBaTHAs Tepanus 00eCIeYNBAIOT JyUIIUI IPOrHO3 NAIIUEHTY.

Ilepsvie 5 nem orcuznu

Kak mpaBuio, caMblil TsDKeNbId NEPUOA KU3HM Uil nered ¢ cuHapomoM Ju Jxopmxu
O0yCIIOBJICH CTENEHBIO MOPAXKECHHSI CEPACUHO-COCYTUCTON CHUCTEMBI. BONBIIMHCTBO IeTeit
TpeOyIOT ONEepPaTUBHOTO BMEIIATEILCTBA B PA3HON CTETICHH.

Taxke UMEIOT MecTo TMpoOJiieMbl ¢  KOPMJIIGHHEM M IJIOTAaHHEM  BCIIEICTBHE
BeJo(apruHTeaIbHON HeIOCTaTOYHOCTH. B TsDKENbIX ciydasX yCTaHABIMBAETCS TacTPOCTOMA.
[Tpu nonHOM paciueruieHur HEOa U BepXHEW TyObl IPOBOANUTCS ONEPATHBHOE JICUEHHE.

VY yvactu gereil MeTabOIMUYECKUE M JICKTPOJIUTHBIE HApYIICHUS, IPEUMYIIECTBEHHO B BUJIEC
TUITOKAIBLIMEMHH, BIUIOTH J0 THUIMOKAJIBIIMEMHUYECKUX CYJIOpOT, TPEOYIOLIHe BBICOKHX 103
BBEJICHUS KaJblUsl, B HEKOTOPBIX CiIydasx BUTaMuHa D.

[To mepe B3pocieHus peOeHka oOpamiaeT Ha ceOs BHUMaHHUE 3aJiep)KKa Pa3BUTUS PEYH,
KOTOpass BO3HUKAaeT HE TOJBKO BCieACTBUE Jnedekta Heba, HO M KaK IPOSBICHHE
HEBPOJIOTUYECKUX OTKJIOHEHUI. B OoJbIIMHCTBE ciy4yaeB TpeOyeTcs MOMOIIb JIOTONeNa,

MHOTJ]a XUpYyprudyeckas KOppeKLus.
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[TanieHThl ¢ MMMYHOJIOTMYECKHMMM OTKJIOHEHHMSMHU HANpaBISAIOTCS K MMMYyHousory. Ecnm
ne(eKT He3HAYNTEIbHBIN WM YMEPEHHBIH, crieruduueckas Tepanusi He MPOBOAMUTCS, OJJHAKO
MPOBOJUTCS KOHTPOJIb HWHQEKIHMOHHON 3aboneBaemocTH. IIpu 3HauMTenbHOM Jedexte
(BeIpaxkeHHOM T-mMMdoNeHnn U BEIpa)KEHHOM CHM)KEHUH MUTOTEHHOTO OTBETA) Ha3HAYaeTCs
npopuiIakTHUecKas — Tepamus — TpUMeTonpuM/cyibdameTokcazonoMm. Ilpu  cHKeHHH
TYMOpPaJIbHOTO UMMYHUTETA IIPOBOJUTCA peryiisipHas 3amecturenbHas tepanus BBUI'. Ilpu
HQJIMYUKA BbIpaXeHHOro T-kierouHoro naedexTa NPOBOAMTCS TPAHCIUIAHTALUS THUMYCa,

oOecrieunBasi KymupoBaHHe JTUM(OTICHUH.

LlkonvHvuil 603pacm

K mkonsHOMY BO3pacTy y OOJBIIMHCTBA IETEH MOPOK Ceplia CKOPPEKTUPOBAH U KOPMIICHHE
HaJla)keHo. [ 7aBHOM mpoOinemMoil B JaHHOW BO3PACTHOM TpymIie SBISIOTCS MPOOJIEMBI ¢
oOyuyenueM U mnoBeaeHueMm. CuHapoM AepuuUTa BHUMAHUS, T'HIIEPAKTHUBHOCTD,
ayTUcTHYeckue 3abosieBaHusi, (OOMHM BCTPEUAIOTCS yalle, YeM B OOIIeH MOMyJIsIIHUU JIeTeH.
BonbmuHCTBO AeTell KOHCYJIBTUPYIOTCS y HEBPOJIOTOB, IICHXOJOTOB M ICHUXUATPOB.
HecMmoTpst Ha TO 4TO 3TH AETU UMEIOT 3aJE€P>KKY PEUYEeBOTO Pa3BUTUSI B PaHHEM BO3pacTe, B
JambHEMIIeM OHM TOBOPST, XOTS M C THYCaBbIM OTTEHKOM. bonblie Apyrux cTpagaroT
MaTeMaTH4eCKue CrocoOHOCTH. B 3ToM Bo3pacTe yBenn4MBaIOTCS WHGEKIUH bIXaTeIbHBIX
nyTed BCIEACTBUE pA3BUTHS KOHTAKTOB, YTO TpeOyeT MNPHUCTAIBHOIO BHHMAHUS H

IIPOBEACHUS aJICKBATHON TEpaIUu.

Bspocnvie

Haubonee 3HaunmMble poOIemMbl B JAHHOM BO3PACTHON IpyIIe —IICUXHATPHYECKOTO TUIaHA.
[TanieHTsl HAOMIONAIOTCS C JMArHO3aMHU «IICHXO03» WIH «UIH30()PEHUS», «ICTPECCUs»,
«OUMONAPHBINA CUHIpOM». Tepanust B OONBIIMHCTBE CIy4aeB HE OTIMYACTCS OT TaKOBOH OT
OOBIYHBIX JIIOJICH, OHAKO y JAHHBIX MAIMEHTOB OOJIbIIE BBIpa)kK€Ha PE3UCTEHTHOCTh. Eciun
UMEET MECTO TUIOKAJIbIIMEMHUs, TO OHa JOJDKHA OBbITh CKOPPEKTHpPOBAaHA, TaK KaK OHa
CaMOCTOSITEIFHO MOJKET CIIPOBOLIMPOBATH 00OCTpeHue r1cuxo3a. HMHpekunoHHele u

AYTOUMMYHHBIC HAPYIICHUSA JOJIKHBI JICUUTHCA aICKBATHO.

IIPOI'HO3

Cunzapom nenernuu 22-if XpOMOCOMBI OU4€Hb BapuadelieH, U MPOrHO3 ONPEACISIETCs CTEIEHBIO
BBIPQ)KEHHOCTH KJIMHUYECKUX MpOsBICHUN. Mcxon MOKeT OBITh JIETAIBHBIM B TEUCHHE
NIEPBBIX MECSILEB JKU3HU, €CJIM MOPOK CEPAEHYHO-COCYINUCTOM CHUCTEMBI HE CKOPPEKTUPOBAH
WIM TPUCYTCTBYIOT JIPYTHE TSDKENIbIE BPOXACHHBIE NOPOKU. B TO e Bpems, y manueHra

MOKET OBITh TOJIBKO HEOOJBIION MEHTAJIbHBINH Ne(EeKT, U COMATHYECKH OH MOXKET OBbITH
11



310pOB. COI_II/IaJ'H:Hblf/’I MMPOrHO3 OmpeAcIACTCd YMCTBCHHBIM PAa3BUTUCM U TNCUXWYCCKUMHU

OTKJIOHCHUSAMU.

DOAKTOPBI PUCKA

W3BecTHBIM (DaKTOPOM pHCKa SIBISETCS HAJMYME OJHOTO M3 POJHUTENCH C CHHAPOMOM
nenenuu 22-i XpOMOCOMBI, TaK KakK HacJE€lIOBAaHUE SIBISETCS ayTOCOMHO-IOMHUHAHTHBIM.
CnenoBarenbHo, 50% BEpOSITHOCTH TOro, 4YTO martojorus yHaciuenyercsa. Ilpu stom
Oo0OHapy>KeHO, YTO y MOTOMCTBAa CHHIPOM 0Oo0Jiee BBIPAXKEH, YeM y pPOAHUTENs. BONbIIMHCTBO
ciydaeB ¢ cuHApoMoM Jlu J[KOpIKM HOCHUT CHOpagUuecKuil Xapakrep, U (akTopbl pUcCKa

HCHU3BCCTHHEI.

JAUCITAHCEPHOE HABJIFOJIEHUE

YacTtoTa mMOCemIeHUs] TOTO WM HMHOTO CHEIHaluCTa W YacTOTa AHAIM30B 3aBHCHT OT
KIIMHUYECKUX TPOSBICHUM JaHHOTO cuHApoma. OpHAKO ToAOBas AMCIIAHCEPHU3AIUS
HeoOXoauMa 10 KOHTPOJISl HMH(EKIMOHHON  3a00JIeBaeMOCTH, HWMMYHOJIOTHYECKHX

nokaszaresiei u GyHKIUH OCHOBHBIX CHCTEM OpraHu3Ma.

BAKIIMHALIUA, TIPEHATAJIBHAS TUATHOCTHUKA

[TanmeHTBl HE OJIKHBI BaKIIMHUPOBATHCS JKUBBIMHU BaKLMHAMU (KOpb, MApOTUT, KPACHYXA,
BETpsiHAsl OCIIa, )KMBas [TOJINOMHUEIINTHAS BaKIIMHA).

[IpenaTanpHasi TUarHOCTUKAa HEOOXOOMMA, €CIM OAMH U3 pPOAUTENeH HMMeeT nenenuio 22
XpOMOCOMBI, Tak kak B 50% cinyyaeB mHaTosiorusi Haciemyercst ¢ Oosiee BBIPaKEHHOM

TsKkecThlo. [IpoBonutes FISH-nnarnoctuka nmpy BHIIIOJHEHUN aMHHOLIEHTE3A.
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