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Beenenune

Cunapom Jlu-/xopmxu(CIJ1) npeacraiseT co00i COBOKYITHOCTh MMPU3HAKOB U CUMIITOMOB,
ACCOLIMMPOBAHHBINA C AaHOMAJIMEN pa3BUTHUSA [NIOTOYHOIO MEIIKA. BOJIbIIMHCTBO ciiyyaeB
00YCIJIOBIJICHBI TE€TEPO3UTOTHOM XpoMocoMHOM nenerueit 22q11.2 (2 cyowenuuuns 1 69H7a 1
CerMeHTa JUTMHHOTO Iieda 22 xpomocoMsbl). Cunapom aenennu 22q11.2 BkiaroyaeT B ceost
cunapom [u-Jopmku u apyrue noJo0HbIe CHHAPOMBI, TAKUE KaK BeJoKapIuoQaciranbHbIi
cunapoM. Kitaccnueckas tpuana npusnakos C/1/1 npencraBieHa KOHOTPYHKAJIbHBIMU
AHOMAJIMSIMU, TUIIOIJIA3Ue TUMYCa U TUIOKAJIbIIMeMUEH (pe3yabTaT TUIOILIA3HI
MapanMTOBUIHBIX kene3). ['unomnaszus tumyca npu CJI/] mpuBoauT K pa3audHbIM aeUuTaMm
T-knetok. bonpmmucTBO nanuenToB ¢ CII/] umeror He3HAYNTENbHBIN neduuT T-KiIeTok u
KJIMHUYECKH HE UMEI0T UMMYyHoaeduuuta. K coxxanenuto, 1 mpoueHT UMEIOT MOIHOE
OTCYTCTBHE TUMYCA U C€pbe3HbIe UMMYyHOIeUIUTH. [lanHas ¢popma, nonHbii cuaapom /1,
SIBIISIETCS] CEPhE3HBIM KOMOMHUPOBAHHBIM UMMYHOIC(DUIIUTOM | SIBJISICTCS KU3HEYTPOKAFOIITHM
€CJIM OH HE YCTPaHEH C BOCCTAHOBJIEHHUEM HMMYHUTETA.

B ,HaHHOﬁ TEME PACCMATPHUBAIOTCA KIIMHUYCCKUC ITPOSABIICHUSA U TUAHOCTHKA CUHAPOMaA Z[Z[
QHH,I[CMHOHOFI/IH, IMaTOrCHE3, JICYCHUC U ITPOTHO3 IMAIIUCHTOB ¢ CHHAPOMOM [[I[ MpeacCTaBJICHA
OTACJIBHO.

Kaunnveckas KapTuHa

Knaccuueckas Tpruajga CUMIITOMOB CHHApOMaA I[I/I-I[)KOPIDKI/I MNpeaACTaBJICHA KOHOTPYHKAJIbHBIMU
adHOMaAJIusiIMu, TUIIONJIa3ueH TUMYCa U runokanbliimemuei. K coxxamennro. @eHotun JO0CTAaTO4YHO

BapI/Ia6eJ'IeH 1 BO3MOKHBI 3aMCTHBIC pa3jIndKs B OTACNIbHOM ceMbe. Y B3POCJIbIX Jerei CUHAPOM
I[I/I'H)KOPI[)KI/I MOJKET OBITH AUArHoCTUPOBAH IOCPCACTBOM KIIMHUK, O6CJ'IGI[YIOH_II/IX ITaITUCHTOB C
BPOXKACHHBIMU IIOPOKaMH C€pAla NN KpaHHoq)aCHaHBHBIMH naToOJIOTUAMMU.

AHOManuu cep/iia — BpOK/JIEHHbIE TTOPOKU Cceplla, BCTpeyaronuecs npuMepHo B 80 mpolieHTax
ciIy4aeB cpeau O0BHBIX ¢ CUHAPOMOM Jlu-/[>KopKu, U, MPpU HATUYUH, OOBIYHO MPOSBIISIOTCS
IIEPBOHAYAJIBHBIMU aHOMAIMAMU. TEepMUH «KOHOTPYHKAJIbHBII IPUMEHUM K TUCTAIbHON YacTH
cep/la mioaa (TPyHKO-aopTaIbHBIM MEIIIOK) HAa pPaHHEH CTaluu pa3BUTHS. AOpPTalbHBIC U
JIETOYHBIE KOPHU B JTaJIbHEHIIIEM pa3BUBAIOTCS M3 3TON 00JacTH, U 1e(PEKThI B 3TON 00J1aCTH
MPUBOJAT K KOHOTPYHKAJIbHBIM JIe(heKTaM.

Haubonee pacnpocTpaHeHHbIE IOPOKHU CEP/Lia COCTABISIOT 70 2\3 OT BCcex aHOMaJHi cepla,
paccMaTpuBaeMbIX y OOJIbHBIX ¢ CMHApOoMOM Jlu-Jlxopmaxu:

e [IpepbiBaHue qyru aopThl

e  OOmuii a0PTOMYIBMOHAIBHBIN CTBOJ

e Terpana ®amno

e JledhekT MeKIIpEaCEPAHON MITH MEAOKEITYI0UKOBOM MEepEeropoaKu
e CocyaucTtble KoJiblla

[TepBbie Tpu AedekTa ABISAIOTCS MPUUMHOMN pa3BUTH LIMAHO3a IIPU OOJIE3HAX cepaua y
HOBOPOKIEHHBIX. [leTH ¢ IpephIBaHUEM JYT'H A0PTHI MOTYT BBITJISAETH C PA3JINYHBIM IUAHO30M,
/i€ BEPXHsIs IOJIOBUHA TeJla PO30Basi, a HUKHSAS CUHSS.

BonpmmHCTBO AeTeit ¢ HeOombmMH eEeKTaMu MEXITPEACEPIHON 1 MEKIKETYTI0UYKOBOM
MEPETOPOJIKM HE UMEIOT CUMIITOMATHKH, HO y JIETEH CO 3HAYMTEIHHBIMU JIe(DEKTaMU BOSHUKAET



cepjievHasi HeJIOCTaTOYHOCTh, IIoXas MprOaBKa B Bece M\WJIM PECIIUPATOPHBII JHUCTPEcC-
CHUHJPOM.

Knununueckue nposiBIeHUs1 COCYAUCTBIX KOJIEL] BAPbUPYIOT B 3aBUCUMOCTH OT CTEIIEHU
TpaxeaqbHON WM 330(arealbHO KOMIPECCHH U MOTYT BBIPAXKaThCs OT 3HAUUTEIbHON
00CTpYKLIMU JbIXaTeNbHBIX yTeH 0 CTpuaopa u npodiem ¢ kopmieHueM. [lanuenTs ¢
HEMOJHBIMU COCYAUCTBIMH KOJIbLIAMU MOTYT HE UMETh CUMIITOMATHKH.

['mnokanbuueMus — sIBISETCS pe3yIbTaTOM HENPaBIIBHOTO Pa3BUTHUS MAPAIUTOBUIHBIX XKeJle3,
elle 0/THO NOTEHIMAIBHO OIaCHOE JUIS )KU3HU MposiBiIeHHe cuHapoMa Jlu-/xopmxw.
PasBuBaetcs B nepuon HoBopoxxaeHHOCTH Y 60% nanuenTos ¢ C/IJ1 u MokeT nposiBIsATHCS
TETaHUEH, CHUKCHHEM YPOBHS KaJbIUs U MOBbIIeHHEM Gocdopa B CBIBOPOTKE KPOBH, a TAKKE
OYEeHb HU3KUM YPOBHEM MapaTUPEOUIHEBIX TOPMOHOB.

OCTOXXHEHHMSI TUITOKAIBIIMEMHUH B JaJIbHEHIIICH )KU3HN HE XapaKTEPHBI, TaK KaK SBJISTFOTCS
BTOPUYHBIMU K BO3MOXXKHOH THUITEPILIA3HHA UMEIOIICHCS TKaHH MMapalluTOBUIHbIX xkele3. K
COXAJICHUI0, BOBHUKHOBEHUE TUTIOKATIBIIMEMUU MOXKET ObITh YCKOPEHO CHIIBHBIMU CTPECCAMU Y
B3pOCJIBIX MAIIMEHTOB. PeKO OCI0KHEHUS THIIOKAIBIIMEMUU ICOFOTUPYIOT Y B3POCIIBIX C
HEJIMarHOCIIMPOBAHHBIM CHHAPOMOM aenennu 22011.2.

['mnoruiasus\amiasus THMyca — TAMYC OTCYTCTBYeT y naiueHToB ¢ noiubiM CJI/1. V nanueHToB
¢ HenoiHbIM C/1J[, THMYC IPUCYTCTBYET, XOTS UaCTO HE Pa3BUT. Y BbI, ONIPECIICHNUE TUIIOILIa3UU
TUMYCa He SBJISETCSI UHPOPMATUBHBIM B CBSI3H C OTPAaHMUEHHOCTBHIO UCCIIEI0BAaHUI, OCOOEHHO Y
JIeTeH, IIPU KOTOPBIX BO3MOXKHO OIPEACIICHHE YMEHBIIEHHBIE pa3Mepbl TUMYCA IIPU Pa3IMYHbIX
COCTOSIHUSIX WJIN Y 3J0POBBIX JIIOJEH.

NmMMmyHOEPUIUT — paclipocTpaHeHHOe cocTossHue i 6ompHbIX ¢ CJIJ] 1 MOXkeT BappupoBaTh
OT MEePUOUYECKH BOSHUKAIOIINX CHHOMYIbMOHAIBHBIX HH(MEKINA 10 CEPbEe3HBIX
KOMOMHHPOBAHHBIX IMMYHOIe(UIIUTOB. TsKecTh UMMYHOe(UIINTA 3aBUCUT OT CTETICHH
TUIOIUIA3UU TUMYCA.

Tsxenble KOMOMHUPOBaHHBIE MTposBIeHUs UMMYyHoAepuumTa (oaHbiid C/1J1) — monusiit CJ1
aBisgeTcss GOpMOil TSXKEIOro KOMOMHUPOBAHHOTO UMMYHOE(PUIIUTHOIO COCTOSTHUSL M HAWJIEH Y
MeHee yeM | mpoleHTa nauueHToB ¢ aeneuueit 22q11.2. Tumyc orcyTcTByeT, U KoauuecTBo T-
KJIETOK HUKE 3 CTaHAapTHOTO OTKJIOHEHUS OT BO3PACTHON HOpMBI (00bIYHO <50 HaTUBHBIX
CD3+ T kneTok/MM°) y JaHHEIX MAIMEeHTOB. B 6ONMBIINX rpymnmax naruesTos ¢ noaasm CJIJ,
52 nporieHTa UMeNH HaeHTUPUIpoBaHHY0 22q11.2, B To BpeMs Kak ocTaBiivecs 48 He UMenu
UACHTU(PUIIMPOBAHHBIE XPOMOCOMHBIE aHOMAJIMK HA MOMEHT HccliefioBaHus. HoBopokaeHHbIE C
noaHbM CZI/] Moriu ObITh OOHAPYXKEHBI ITyTEM IPOBEIEHUS] HEOHATAIBHOIO CKpUHHUHTa Ha T-
KJIETOYHYIO JTUM(ONEHHUIO U TP Pa3BUTUH PELUANBUPYIOIINX TSHKEIBIX HHPEKIIHIA,
XPOHMYECKOH JMapen WM HapylieHusx pa3sutus. lannas ¢popma CIUJ] sBisercs paraibHOM,
€CIIM HE PACMO3HAETCs cpa3y Mocje poxaAeHUS U He Oy1eT MpoBe/ieHa TPaHCIUIaHTaLus TUMYca
WJIM KOCTHOT'O MO3Ta.

«ATtunmanseniiy noaubii C/IJ1 — yacTk manueHToB ¢ abCOMIOTHBIM AeUIIUTOM T-KIeToK
JNEOITUPYIOT C pa3BUTHUEM aTUIMYHON (POPMBI TSHKETIOro MPHOOPETEHHOTO UMMYHO1erLnTa
(cm. https://www.rarediseasesnetwork.org/cms/pidtc/Learn-More/Disorder-Definitions)—
Kak MpaBUJIO HA3bIBACTCS aTUMMYHBIM NOJHBIM CJIJI. DTN marmeHThl UMEIOT OJIMTOKJIOHAIBHYIO
nonyJsanuio T-KIeTok B mepudepruaeckoil KpoBH, ¢ 00jiee BRICOKUM IMOKa3aTeneM T-KJIeTOK YeM
y MaIMeHTOB ¢ THMUYHOU TTostHOU hopmoit CIIJI, HecMOTpst Ha OTCYTCTBHE TUMYCA,

1M OAICHONATHIO U SK3eMaTO3HbIH qepMaTtuT. DTh T-KIeTKH MOTYT OTBeYaTh MUTO3aMH N
VItro, HO 3TO HE MOATBEPIKAAET MATEPUHCKYIO MPHUHAIEKHOCTD. [TaIl[MeHThI C AaTHITHYECKUM



nostHbIM CJI/] MOTYT 1€00THPOBATH C SPUTPOJACPMHUEH, OTUTOKIOHATBLHOM 3Kcnancuen T-
KIIETOK, TUM(OaIeHOMaTHEH, TOBHIICHHBIM YpoBHeM IJE B CBIBOPOTKE KPOBH, i MOXKET OBITH
kiaccuduiupoan kak Cuaapom OMeHHa.

Yactuunsiii CII/] — B 11e510M, TpakTUYECKH 75 MPOLEHTOB MaueHToB ¢ 22qDS umeror
ummyHoaepuut. Hegocratok npoaykiuu T-KiIeToKk ©MeeT MecTO y OOJIbIIMHCTBA MAIleHTOB,
HecMOTps Ha TO, yTo CD3+ T-Kki1eTku MOCTEeNeHHO YBETUYUBAIOTCS Y OOIbIIMHCTBA MAI[UEHTOB.
[ToBbimenue konuuectBa CD3+ T-kieTok 00yclIOBIEHO BO3PACTHBIM CHHYKEHHUEM KOJMYECTBA
T-xierok u 60blIeMy HaKOIJICHHIO T-KJIETOK MaMsITH, BTOPUYHO K TUMGPOLUTAPHOU
romeoctaruyeckoit nponudepanuu. OyHkiuu T-KIETOK TaKkKe MOTYT OBITh aHOMAJIbHBIMH,
HECMOTPsI Ha OOBIYHO HETSKENbIN AeuuuT. bonbmmHCTBO manueHToB ¢ HenoaHbiM CI1J] He
CTpaJaloT ONIMOPTYHUCTUYECKUMU WM MH(EKIMUSIMHU, OTIACHBIMU U1 sku3HU. K coxxanenuro,
3HAYUTENIbHOE KOJUYECTBO NaleHToB ¢ HenoiHbM CJIJ] uMeroT B aHaMHe3€e peKyppeHTHBIE
CUHOIYJIbMOHAJIbHbIE HHPEKIUU. ['yMOpanbHbIii UMMYHOJAEPUIIUT ACCOIMUPOBAH C HEMIOJIHBIM
CI A, Bxirouas 6osee yacTtoiit Aeguiut IgA u hyHKIMOHANBHBIE TeEKThI aHTUTEN (T.€.
nedUIUT MOoIUCcaxapUuIHbIX AaHTUTEN).

B ogHoM nccnenoBanuu 10 1\3 nanueHTOB UMENU WM PEKYPPEHTHBIA CHHYCUT WIIN CPEITHHIA
OTUT, U MEHbIIAS 4aCTh UMeEJIa OPOHXUT WJIM THEBMOHUIO. PEKyppEeHTHBII U XpOHUYECKUM
CUHYCHUT, O-BUJUMOMY, ObLII CBSI3aH C BPOXKACHHBIMU aHOMAIMSIMU HeOa Win
ractpos3odarajibHbIM pe(IOKCOM y HEKOTOPBIX MALUEHTOB, IPUYEM Je(UIUT
HOJIMCAXapUAHBIX aHTUTEI TaK)Ke ObUT 3aMEUeH.

Hpyrue npo6iieMbl — yBeJIMYEHHUE Cy4yaeB ayTOMMMYHHBIX U aTONMUYECKUX 3a00JIeBaHUN
3ameueHo y nauueHTon ¢ CIJI.

AyTOMMMYHHBIE 00JIE3HU — MHOKECTBEHHBIE ITPOCIIEKTUBHbBIE U PETPOCIIEKTUBHBIE
HCCJIEIOBaHMS IOKA3bIBAIOT YBEIUUYEHHUE MTOKA3aTelNsl aQyTOMMMYHHBIX (DEHOMEHOB y MAallMEHTOB
¢ CA n 22q11.2, mpoBenena onenka B 10 mpolieHTax, npemnonaraercs 0a30Bbiit 1eeKT B
pEryJI LI UMMYHHOH CUCTeMBI. VccenoBaHus MPOAOIKAIOTCA € LENIBIO JIYUIIEro IOHUMaHUs
MeXaHU3Ma MMMYHHOM fqucperynsiun. OcnabieHHas HeHTpallbHas U nepudepuyeckas
TOJIEPAHTHOCTH NIPUYACTHA K MEXAHU3MY, JIEKAIIEMY B OCHOBE YBEJIMYECHHS ayTOUMMYHHBIX
COCTOSIHUH, HO MTOKA €1lle He /10 KOHIa UCCIIEeJOBaHHOMY. AYTOMMMYHHBIE 3a00J1€BaHus,
cooOm1aBIIMecs Kak cTaBIIde 0osiee YaCTBIMH B 3TON MOMYJISIMU BKIHOYAIN ayTOUMMYHHBbIE
LUTONEHUIO, apTPUT, SHTEPONATHIO U ayTOMMYHHbIE 3a00JI€BaHMsI LIUTOBUIHOM *kene3bl. B
HECKOJIBKUX UCTOPUAX 0OJIE3HU JOKYMEHTAIbHO 3a(MKCUPOBAHO, YTO ayTOUMMYHHBIE
IPOSIBJIEHUS 1€0I0TUPOBAIM C CUMIITOMOB, B JalibHEHIIEM NMPUBEIIINX K JuarHosy 22q11.2.

Annepruueckue 3a00JeBaHus — TakKe B OyAylieM MoryT okasaTthes 22qDS. Hekoropsie
MCCIIEIOBAHMS ITIOKA3BIBAIOT POCT YHCIIA CIIy4aeB aCTMbI U DK3E€MBI, HO HE aJUIEPTUYECKOTO
PUHUTA, CPEIU €IMHOKPOBHBIX OpaTheB U CeCTep B KOHTPOJIbHOM rpymie. [IperioxeHHbIit
MeXaHHU3M MPEUMYIECTBEHHO HampasiieH Ha nuddepenmanuio T-kieTok 2 Tuna BCIeICTBUE
YBEJIMUYEHHUS TOMEOCTaTHUECKON Tpordepannu y Hab01aeMbIX HalueHToB ¢ 22qDS.

Kpanunodacunanbabie aHOMaTUN — BO3MOXKHBI JIUIEBbIE aHOMAIINH, BKIIOYAIOIIHE
HU3KOYPOBHEBYIO U 3a/IHIOI0 POTALMIO YIIEH, OKYJISIPHBINA TUIIEPTEIOPU3M, TYKOBUUHBIM KOHUYMK
Hoca. JTu deHoTunuyeckue Haxoaku He crneruduansl anas CIIJ[. CxonHbie 4epThl MOTYT OBITH
3aMeueHbl y MalueHToB ¢ apyrumu 22q11.2, Hanpumep, BenokapauodaciraibHbII CUHIPOM,
cunapom Omnunia, cuaapom Kaiinepa. HazanpHbiil qucMopdusm, HanpuMep, ObLT OJHUM U3
MOCJEAYIOIUX HaX0A0K cpeau 25 narueHnToB ¢ aenenneit 22q11.2. Yeprsl muna npu CI1J1 yacto
CTaHOBWJIMCh MEHEE BBIPAKEHHBIMU C BO3PACTOM.



HeOHbIe 1 cMEXHBIE C 3THM MPOOJIEMBI — IPYTHUe HaXOAKH y HOBOPOXKAeHHBIX ¢ CJ1/] BKIIrOuanu
HEeOHBIE U JTAPUHTOTpaxealbHble AaHOMAINHU U SBIISIOIIMECS TPUUMHON TPYAHOCTEH MPH TPYAHOM
BCKapMiirBaHUK. HeOHBIe aHOMAaTNH BKITIOYAM SIBHYIO pacIienHy HeOa U CyOMYKO3HYIO
pacuienuny HeOa. Benodapunreansnas negocrarounocts y nanuentos ¢ CZ/] morna
BO3HHUKHYTh BCJICJICTBUE CTPYKTYPHBIX IPUYHH (HAIPUMED, paciiearnHa HeOa) v \1iu
HEHPOMYCKYISIPHBIX Mpo0ieM (Hanpumep, runoToHus ). Hanbomnee yacteie mposBICHUS
Beso(apuHTeaTbHOM HEJOCTATOYHOCTH — TUIIEPHA3alIbHAS PeUb M Ha3aJIbHAS PETypPTHTALIUS.
HCKOTOpre M3 3TUX IMPU3HAKOB U CUMIITOMOB €IBa pa3JIMYMMBbI U HC SABJIAIOTCA IOBOAOM IJIA
oOpaieHus kK Bpauy. [I[puduHbI, KTMHUYECKHUE OCOOCHHOCTH, TUarHo3 Aucdaruu noapooHo
paccMOTpPEHBI OTIEINIBHO.

[Tpo6GiieMbl pa3BUTHS U TTOBEICHUSA— 3aJ€PHKKa PA3BUTHUS BOHUKACT Y MOJIABIISIOLIETO
OOJILITMHCTBA MAaMEHTOB ¢ 22qDS, ocobeHHO pacnpocTpaHeHa 3aepikKa peun. HTeuIeKT
BapbUPYyETCs OT HOPMAJILHOTO 10 YMEPEHHON YMCTBEHHOM OTCTanocTH. M3HayanbHO
BepOanbHble QyHKIMK NanueHToB ¢ CI1/] olleHrnBarOTCs BhIIIE, YEM [TOKa3aTeH IeATeIbHOCTH,
HO CO BpeMeHeM HabmroaeTcs 0oiee 3HaYUTENbHOE CHIKEHIE BepOalibHOM cdephl 1o
CpaBHEHHIO co chepoii nesaTenbHOCTH. MOryT BOSHUKHYTH MMPOOJIEMBI B COLMAIBHO-
HMOLIMOHAIIBHOM Pa3BUTHH, A TAKXKE B CACPKUBAHUU U HAPYLICHUN BHUMaHU. TakKe MOXKET
BO3HUKHYTh HApYIICHUE IBUTATEIBHON (PYHKIUH.

I[pyrI/Ie AHOMAJIMH — MAalIUCHTHI TAKXKC MOT'YT UMETh CKCJIICTHYIO (HaHpI/IMep, CKOHI/IOS)
MaTOJIOITHIO UJIKM aHOMAJIMIO MOYCIIOJIOBOI'O TPAKTA.

Haxoaku y B3pocnbix — [lanuentst ¢ 22011.2 ve 6bu1M JOCTATOYHO U3YYEHBI, H OMPEICICHHE
cmemenus (cm. https://wikivisually.com/wiki/Ascertainment_bias), BO3MOXHO, HAUHETCS C
aHaJIM3a PETPOCTICKTUBHBIX UCCIICIOBAHHIA.

B Gonbuinx peTpocnekTUBHBIX cepusix 126 B3pocibix, 60 MpoLeHTOB ObUIH POIUTENSIMU
MOCTPaAaBILIUX JIeTeH, a Apyrue ObUIM MalueHTaMu KpaHHOo(pacHaIbHbIX, KapIH0JIOTHYECKUX,
IeHEeTUYECKUX U IICUXUAaTpUUeCKUX KIMHUK. [1o cpaBHEHMIO ¢ 60nbII0i cepueil nereit ¢
22q11.2, B3pocible UMeNH 3HaYUTENbHO 0oJiee HU3KHME NOKA3aTeNu OOIbIINX CepACUHBIX
anomanuit (30 mporieHTOB) U OoJiee BHICOKHE MOKa3aTenu aHoManuii Heba (88 mpoIeHTOoB),
YMCTBEHHYIO OTCTaJIOCTh (94 mpolieHTa), ¥ ICUXUUecKue HapyiieHus (36 NpoIeHTOoB).
HauOonee pacripocTpaHeHHBIMH ObIIIM aHOMaINHU JHLA (99 NPOLIEHTOB) U TUINepHa3aJIbHas peyb.
[Ncuxuyeckue HapyIeHNs BKIIOYAIN N30 peHHIo, MNU303pHEKTUBHOE paCCTPONCTBO U
00JIBII0€ ACTIPECCUBHOE PACCTPONUCTBO. U TEIbHBIE HCCIIEOBAaHUS KOTHUTUBHOW (DYHKIIMHU Y
411 maruenTtoB ¢ 22q11.2 moka3pIBatoT, 4TO HanboJIee pe3Koe CHUKEHNE KOTHUTUBHOM
¢byHKLMH, 0COOEHHO B BepOanbHOIl obnacTu (HauMHas ¢ 11-1eTHero Bo3pacta B CEpHH), CBSI3aHO
C pa3BUTHEM IICUXUYECKOT0 paccTpoicTBa. [ nnokaneimemus Obu1a onucana B 15 npoueHTax u
BapbHUPOBAJIACh B 3aBUCMOCTH OT CTETIEHHU TSDKECTH U Bo3pacTta (0T poxkaeHus 10 33 ner).
TpoMOoIUTOTIEHUS WIIH PEKYPPEHTHBIN SMHUCTAKCUC (HOCOBOE KPOBOTECUEHNUE) OBLITH
oOHapyxeHbl y 12 MPOLEHTOB MallMEeHTOB. DTH MPOSBIIEHUS BCTPEYAINUCH HE CTOJb YacTO y
HOBOPOXKJEHHBIX U CJEIyeT NOAYEPKHYTh HEOOXOIMMOCTh B MOMYJISIIIMOHHBIX MPOCTEKTUBHBIX
MCCJIEIOBAHMAX Y B3pOCHBIX ¢ 22q11.2, myist mydiero moHMMaHusi OCOOCHHOCTEH U OKa3aHUs
MOMOIIH NPHU BEAEHUU OOJIBHOTO.

Kpurepun nnarnosa

Juarno3 CJ/1J1 ocHoBbIBaeTcs Ha cHIKeHuH koindectBa CD3+ T-kieTok, codyeTaroniuiics ¢
XapaKkTEePHBIM KIMHUYECKUM CUMIITOMOM (HAampUMep, KOHT€HUTAIbHBIE CepACYHbIC aHOMAIIHH,
TUTIOKATBITUEMHUS], TSHKETTBIM MMMYHOAS(HUIIUT UK BBICTABICHHAS JCJICIIUS B XPOMOCOME



22ql11.2 (22gDS). [Ipemmaraempie KpUTEPUHU OMPEILISIIOT TPU AUATHO3a: TTOATBEPKICHHBIH,
BeposTHBIN 1 Bo3MoxkHbIH CJI/1, [IpakTtuyecku 90 naunentos ¢ CII/] retepo3uroTHsl mno
JeJIelnn XpoMocoMbl B 22q11.2, X0oTs 3Ta Aenenus MEHee paclpocTpaHeHa y JIML C MOJIHBIM

CAH.

[Tomaeiii CJIJ] auarHocTupyeTces Mpy HATUYHH TSDKEIIOTo UMMYHoneuiuTa ( HU3KHA YPOBEHB
WM OTCYTCTBUE T-KIETOK M OTCYTCTBUE Mpoikdepaii MUTOT€HOB), U aTUMus. Jlenenus
22011.2 ycranosieHa npumepHo y 50 nmporienToB nanuenToB ¢ moyHbM C/J1. TTomasiit CIJ1
TaK)Ke MOXKET ObITh UJIEHTU(UIIUPOBAH 10 HEOHATATHLHOMY CKPUHUHTY Ha TSHKEIIBIN
npuobperenubii uMmmyHoedunut (SCID) ¢ onpenenennem Hamuuus T-KIETOYHBIX PEIETITOPOB
9KCLHU3HOHHBIX KOJIEL.

T-kJeTO4YHbIe penenTopsl SKIM3NOHHBIX Kosel pu CI/] He ObuIM cHCTEMaTUYeCKH N3YYEHBI.
OpnHako OHU MOJHOCTHIO OTCYTCTBOBAJIM B HEKOTOPBIX ciyyasx nonHoro C/1J[ B koropom
coo0IaIiCh pe3ysbTaThl uccaenoBanus. Kpome toro, coOpansblie naHHble U3 11 mraTos,
IPOBOAMBIINX CKPUHUHT HA KOMOMHUPOBAHHBIM UMMYHOAEC(PUILIUT, TOKA3aIH MOJIO0KHUTEIbHbIE
pe3yNIbTaThl Y HOBOPOXKIeHHBIX ¢ HemonHbM CJIJ[. Cpenn Gonee Tpex MAITMOHOB
HOBOPOXKJICHHBIX, IIPOIIEAIINX CKPUHUHT, Y 78 ObLIH HaiieHsl He accouuupoBannas ¢ M1 T-
kierounast tumdornenus u DGS/22qDS. PerpocnekTHBHBIN aHanU3 KapT Ha HEOHATAIbHBIN
CKPHHHUHT ITOKa3aJl B (QHIBTPOBAHHOM KpoBH y 48 n3yueHHbIX nanuenToB ¢ CJI/] anomanbHbIE
3HaueHUsl T-KJIETOYHBIX pEeLeNTOPOB SKCUU3UOHHBIX KoJel Y 19 mpoLeHTOB MalueHTOB.
[TomynsiOHHBIE TPOCTIEKTUBHBIE UCCIEA0BAHUS HEOOXOJMMO MTPOBOAUTD €CIIH
HoBopoxkaeHHbIe ¢ DGS/22qDS BrisiBneH komOuHUpoBaHHbI M/ pu HeoHaTanbHOM
CKPUHUHTE, UMEIOIINI HauboJjee TsHKENbI HMMYHHBIN (PEHOTHI UK €CITU paHHee MOJy4YeHHe
PE3yJIbTATOB YIyYIAeT KIMHAYECKOE COCTOSHUEC\MCX O HIIH KA4eCTBO YKHU3HU.

HeonaTanpHbIil CKpHHUHT Ha TeHETUYECKHE 3a00JI€BaHuUs OBICTPO Pa3BUBAIOTCS, TAK KaK
MOJIEKYJISIPHBIE TECThI YIyULIAIOTCS 1 CTOUMOCTh CHUXKaeTcs. Pa3paboTaHbl TECTOBbBIE
iatdopmsl A ckpuHUHra 22qDS Ha dunpTpyromux kaprax. [lpogomkaercs auckyccus s
JIOCTHKEHUS] KOHCEHCYCa 110 HEOHATAIIbHOMY CKPUHUHTY Ha 22qDS Ha nonynsiuoHHOM ypOBHE,
U CBSI3aHHBIM C 3TUM 3TUYECKUM MpobdieMaM B UCCIEA0BAHUN HA T€HETUYECKHE MaTOJIOTUN B
TaKUX BapualenbHbIX (PEeHOTHMAX.

OI_IGHKa Y HOBOPOXKJACHHBIX — OLICHKA Ha CIU_I JOJDKHa OBITH MMPpOBEACHA ¥ BCEX HOBOPOKICHHBIX
C KOHOTPYHKAJIbHBIM ITOPAKECHUCM CEpALa, TUIOKaJIbIIHEMHUEH u\um pacmejinHa HeOa.

CrapToBble uccjieI0BaHUSs
— JIETSIM C XapaKTEePHBIMU MPU3HAKAMHU U CUMIITOMAMU HEOOXOIUMO BBITIOIHUTH CIEAYIOIIEE:

e Ormenka cepaa 1 3Xokapauorpamma (IuTo!)

e VYposeHb Kasbliug U pocdopa B CHIBOPOTKE KPOBU

e Pa3pepHyTHIil aHaIM3 KPOBH JUI U PepeHIINaIbHON OLEHKH TUM(ONeHUN

e Pentren rpyqHON KIETKHU C LIENBIO OIIEHKH OTCYTCTBUS TEHU TUMYCa

e V3U nouek A onpeneneHus aHOMalIui

e T-u B-xieroyHsle cyOnonynsiuu ¢ MOMOIIBIO aKTUBUPOBAHHOH (PITyOpeCcIieHTHOM
METKHU

e VYpoBeHb UMMYHOIJIOOYJIMHA U, B OT/IEJbHBIX CIy4YasiX, aHTUTENA K BaKI[MHAM

OTcyTCcTBHE TEHU TUMYCa Ha pEHTTEHOrpaMMe IpeanosaraeT HeCKoOJIbKO (hopM TsKEIoro
npuobperenHoro NI, xots Ham4yre HOpMalIbHOM TeTu TUMyca He uckiatovaer CI/I.
YMeHblIeHHE TKaHU TUMYCa TOBOPUT O BO3MOYKHOM HAJTMUMU UMMYHoAepuuuta. OgHaKo



JaHHOC NCCIIECA0BAHNUE HE ABJIACTCA YYyBCTBUTCIIBHBIM, ITIOCKOJIBKY CTPECC UIIN I/IH(beKHI/Iﬂ TaKXeE
MOT'YT IIPUBCCTU K UHBOJIIOIIUU TUMYCaA.

VYrayGiieHHbIC HCCIEIOBAHUS — €CIIM TUMYC HEOOIBIINX Pa3MEPOB MIIK OTCYTCTBYET M €CTh
muMdoneHns, HeoOXoIuM JanbHelmui ananu3 QyHkui T- u B-ki1eTok kak MOXHO ObIcTpee,
9T00BI yOeIUTHCS B MACHTH(GUKAMK ManueHToB ¢ mosHsM CJI/L.

I[aHHOC HCCICOO0BAHUE BKIIHOYACT CICAYIOIINEC MCPOIIPUATHSA

[pomudepanus T-kiaeTok in Vitro B 0TBET Ha BO3/ICHCTBIE MUTOTCHOB (HAaIIpHMED,
PaCTUTENBHBIN JIEKTHH (PUTOreMarrIioTHHUH Wik anTu-CD3 antuTtena).
[TponudeparuBHbIe peakluy Ha HEOAHTUTCHBI (HApUMeEp, BAKIIMHHbIC aHTUTCHBI HITH
KaH/M/]bl) He ”HPOPMATUBHBI Y HOBOPOXKIEHHBIX, IIOCKOJIBKY OHH HE ObUIN MOBEPKEHBI
BO3/ICHCTBUIO 3TUX ar€HTOB U UMEIOT CO3PEBAIOIYI0 IMMYHHYIO CUCTEMY, HO MOT'YT
OBbITh UCIIOJIB30BAHBI Y I€TEH CTApILEro BO3pacTa U B3pOCIbIX.

[Toxazan ananu3 T-kJI€TOYHBIX peLenTopoB 3KCIM3UOHHBIX Kodiel (TPOK)
HOBOPOKJEHHBIM C NPEANOI0KUTENbHBIM MoIHbIM CIIJI.

TPOK ananu3 nokaspiBaeT KOJIMYECTBEHHO BBICBOOOXKIeHHE T-KJIETOK U3 TUMYCa U
SBIIsieTCS 00JIee UyCTBUTEIBHBIM ITOKa3aTesleM (PYHKIIUN TUMYCa, YEM €ro BU3yaIH3allHsl.
JlanHbIil aHANINU3 JOCTYIEH JUIsl BHIIIOJIHEHUS! HA KOMMEPUYECKONH OCHOBE U U JIOJIKEH OBbITh
BBITIOJIHEH, €CJTU KOJIMYeCTBO T-KIIeTOK oKaxxeTcsi oueHb HU3kuM. Eciu pesynbrat TPOK
HU3KHUM HapsAy ¢ HU3KUM IoKa3aTteneM T-KJIETOK, ONpe/iesieHne KOJIMYeCTBa HATUBHBIX
T-knerok myreM uzMepeHus s3xcnpecuu mapkepa CD45R A+ Ha moBepXHOCTH KIIETOK
nomoraet oTinuuTh nosHbd CJ1/] u Tskenbie HadanbHbIe posBiieHus HenoiaHoro CJ/1.
JlaHHbIil aHANIN3 KaK IPaBUJIO HE IPOBOAUTCS y MAaMeHTOB ¢ HenodHbiM C/I/1.
[TorouHast LUTOMETPUS MOXKET OBITh UCIIOJIB30BaHA AJIs onpeesneHus cyoTunos T-
KJIeTOK ( pazHooOpasue T-kieTouHbld perenTopa B-1ienu), Takke 11t TOMOJIHUTEIBHOTO
aHaJIM3a JIOJKHBI OBITH PACCMOTPEHBI HEJJaBHUE MUTPAHTHI U3 TUMYca ( KJIeTKH T-psina).
OyHKIuMs B-KkieTok Takxke MOKeT ObITh OlleHeHa IyTeM u3mepenust yposss IgM. 19gG y
HOBOPOJKICHHBIX B 34 HEJENIN IrecTalluil UMEET CMENIaHHOE TUI0A0BO-MaTEpUHCKOE
npoucxoxaenue, u IgA He onpenensercs y 310poBsix aereit. [Tpu nomaom CIL 1IgM
HU3KHUI WM HE ONPEIENAETCs, YTO BUJIHO Ha IPUMEPE NALUEHTOB C TSHKEIIBIM
KoMOuHupoBaHHbIM W /1.

JlaGopaTtopHas onienka ¢pyHkiuu T - 1 B-kieTok paccMaTpuBaeTcst OTAEIBHO.

OI_IGHKa y JeTel CcTapuiero Bo3pacrta U B3pOCIIbIX — IUArHO3 CZ[I[ CJICAYCT MpeanojaaraTts y
JeTen cTapuero Bo3pacTta u B3pOCJbIX C HAJIMYHUEM B CEMEHHOM aHaMHe3e CI[Z[, u\um
COOTBCTCTBYIOINX KIIMHUYCCKUX ITPU3HAKOB, XapaKTCPHBIX UCPT JIMLA, 3aJICPIKKY
(I)I/IBI/I‘-ICCKOFO\HCI/IXI/ILIGCKOFO Pa3sBUTUA, KOHOTPYHKAJIbHBIC aHOMAJINU, ITIOPOKU Pa3BUTUS
HeOa u TUNCPHA3aJIbHYIO pCYb, a4 TAKIKC IICUXUYICCKHUC paCCTpOﬁCTBa. Knauanueckue
IMMPOSIBJICHUA B PA3HBIX BO3PACTHLIX I'pYIIIax NpeACTABJICHBI BBIIIC.

[IpennoxeHbl KpUTEPUHU IJI IEPBOHAYAILHOM OLIEHKU U TIOCTOSTHHOTO HA0JI0IeHUs
B3pocieix ¢ CIJI. [Tomumo uctopun 6osie3HU U GU3HUECKOTO OOCIIeTOBaHMSI, IpeIaraeMast
NepBOHAYANIbHAS OI[EHKA BKIIFOYAET B ce0sl ClIeayIomiee:

e liccnenoBanne MCUXUUECKOW M KOTHUTUBHOHN (hYHKIIMH
e KoHCynbTalus MEAUIIMHCKOTO FT€HETUKA UM TeHETUYECKUX KIMHHUK, UMEBIIUX OIBIT
pabotsl ¢ 229DS



e [‘eHeTHUECKHIl aHATH3, TAKOH KaK (IyopecIieHTHas Thopuau3anus in Situ as
onpezaeneHus neneunu B 22q11.2

e PasBepHyTHIil aHATH3 KPOBU C MOJICYETOM JICHKOIIUTAPHON (POPMYIIBI

e lccnenoBanus SHIOKpUHHON GYHKIIUM, BKIFOYas ypoBeHb TTI, mapaTupeonHoro
ropMoHa, pH HOHHU3UPOBAHHBIN KAJIBLIWM, U YPOBEHb KPEaTHHUHA

e V3 OprourHo# MoJoCTH IS OIICHKU MTOYEYHON MaTOJOTHH

e DXoKapauorpamma

['eHeTHYeCcKuii aHAIN3 - TCHETUYECKHUE HCCIICIOBAHUS HEOOXOUMBI JIJISl TIOJTHOTO OTpEIeICHUS
MOJIeKyJIsIpHO# ocHOBBI CJI/], XOTS1 OHM M HE SBJISIFOTCSI 00s13aTE€ILHBIMU JJIsI TOCTAHOBKH
OKOHYATEJIbHOTO TMarHo3a. B COOTBETCTBUY C 3TUM MEPBBIM IIarOM SIBJIICTCSI ONIPEACIICHHE
Mukpojaenenuu B BaxkuenmeM st CIJL pernone 22 xpoMocoMsl. Jlenenust B XxpoMocome
22q11.2 moxer ObITh OOHapyx)eHa myTeM FISH-rubpuauzanmm ucnons3ys crenuguiaecKkuit
30H]I JIJIA 4acTO YAAJIICHHBIX oOiacTei. J[Ba nmeronuxcs B mpogaxe FISH 3onma, N25 (D22S75)
(Oncor) u TUPLE1 (D22S553) (Vysis), MO3BONSIOT UACHTU(DUIIMPOBATH MPAKTUUECKH Y BCEX
OonpHBIX Henenuio B 22q11.2 B kputnueckoit oonactu ans C/IJ1, u MoryT ObITh UCTIOJIB30BaHBI
BO MHOTHX MEJUIIMHCKHX Ja00paTOpHUsX.

Ecnu FISH ananu3 orpunaresnen Ha aenenuro 22011.2, To npoBoautcs cekBeHupoBanue T-box 1
reHa, KOTOPOE MOKET OBITH BBIITOJIHEHO JIAOOPATOPUSMH, UMEIOIIUMU JIUIICH3HIO [T TOUCKA
TOYEYHBIX MYTAllUi, KOTOPBIE HE MOTYT OBITh BhIsIBIEHHI ITpu FISH anammze. Ecnu
cekBeHupoBanue T-box oTpurarenbHo, He00xoauMo BeIoJHAT FISH ananu3 10p13-14 2
JOKyca (AOCTYIHO Yepe3 ClelMaTu3upOBaHHbIC LIEHTPBI), TAK KaK OH SIBJIAETCS CIIEIYIOLUIIM
HauOoJiee pacnpocTpaHeHHbIM aedekroM. Eciim FISH nccnenoBanus otpuaTenbHbl 1Ist
naHHbIX JI0KycoB CJI/1, mpoBOUTCS CpaBHUTENIbHAS T€HOMHAs THOpUAN3aLUs MU
MYJIbTUIIIIEKCHAS aMIUTM(UKALMS JTUTHPOBAHHBIX 30H/I0B /ISl aHAIN3a APYTUX MUKPOAEIeUH
win aymnukanuil. CToMMOCTb CpaBHUTENbHONW T€HOMHOM I'MOpHU U3l aHAJIOTHYHA MITH JTaXKe
menble FISH uccnenoBanmii B HEKOTOPBIX YUPEKICHUSAX, U 1ieJecoo0pa3Hee HayaTh
TFeHETUYECKOe TECTUPOBAHUE UCIIONb3YsI CPABHUTENbHYIO T HOMHYIO THOPUIN3AIMIO, TaK KaK
OHa IPeJOCTaBIsAET CXOHYI0 HHpopmManuto ¢ FISH uccnenoBanuem amst cuHapoma Aenenuu
22q11.2.

Hacnenoanue C/1J] ayrocoMHO-TOMUHAHTHOE, HO B OOJIBIIMHCTBE CITy4aeB SIBISETCS
pe3yapTaToMm myTtanuii de novo. Beicokast uacrora aenenuu 22q11.2 B monyssiuu cBsizaHa ¢
MOBTOPEHHEM HEOOJBIIMX KOMUM BHYTPU WM HAa TPAHULIE PErHOHA.

JAudpepenunaibHbIi AUATHO3

Y4YuThIBas CJIOKHOCTH B TIOCIIEIOBATEIFHOCTH Pa3BUTHS OpaxuohapuHIeaJIbHOM 30HHI,
HEYJIUBUTEIHHO, YTO PA3IUYHBIC TEHETUYECKUE U TEPATOTCHHBIE (PAKTOPHI MOTYT IIPUBECTH K
COBMECTHBIM (DEHOTUTTNYECKUM PE3yIbTaTaM.

Jpyrue BpoKAEHHBIE CUHAPOMBI — PsIZi OTAEIBHBIX KIMHUYECKUX CUHIPOMOB UMEIOT CXOJICTBO C
cuHapomom aenennu 22q11.2, Bkmtouas curapom 3emserepa, CHARGE cunapom (komoboma,
MIOPOKU CEp/La, aTpe3usl X0aH, 3a/iep’KKa pa3BUTHs, AaHOMAJIMH YIIEHW U MOJIOBBIX OPTaHOB),
cunapom Omnuiia.

Cunapom 3emBerepa — NePOKCUCOMAIBHOE PACCTPONUCTBO, ACOIOTUPYIOIIEE MTPU POKICHUH C
TUMIMYHBIM KpaHuodacuuanbHbIM aucMopdusmom. B otnmune ot CIAJL, y aereii ¢ C3 umeercs
renaTocIUIeHOMETajus, CBsI3aHHas C IMPPO30M U TUCIUIa3ueil OMInMapHOro TpakTa.



CHARGE cunnpom — netu ¢ CHARGE acconmarnueit pa3aensitor GeHOTHITHYECKHUE YEPTHI C
MaIMeHTaMH, UMEIOIITIMH JISJICIIHIO B ¢, BKIIFOUYasi TIOPOKH CEeP/IIa, PACHISIINHY He0a U MOTEePIO
cnyxa. Ogaako, CHARGE cunnpom crout otnuuats ot CJ1/] mo xoobome, arpe3nu XoaH,
AQHOMAJTUSIM TIOJIOBBIX OPTaHOB M HOPMAJBLHBIM MTOKA3aTesIM (PIIyOPECIICHTHON THOpHUIU3alK in
situ (Fish) mo nenernu 22q11.

B onnom nokinane onucan nauueHT ¢ CHARGE cunnpomom u tspxenoi T-kieTouHoM
nuMdornienueit. Y sToro nmamueHTa Opiia Haiiiena mytaius B CHD7 rene Obuta HaiieHa.
Myrtarmus B8 CHD7 rene O6bu1a HaliieHa mpuMepHO y 70 MPOIEHTOB MAIMEHTOB, OTBEYAIOIIHNX
kputepusiMm CHARGE cunapoma u JaHHOE UCCIIEIOBAHUE CIIY)KUT HA4aJIbHBIM 3BEHOM MEXKY
mytarueit B CHD7 rene u T-knetounoit iumdonenwueii. [locae 3Toro oryera, ObUIM OMUCAHBI 5
nanuenToB ¢ mytamnueit B CHD7 rene u nomueim C/IJ] (T-,B-,NK-koMOnHUpOBaHHBII
UMMYHOACPHUITUT U CUHAPpOM OMEHHA).

[Ipu perpocnexktuBHOM ananuze 25 namueHToB ¢ CHARGE accoumarnueit u
uACHTUPUIHPOBaHHBIMU MyTanusiMu B CHD7 rene onucan ciekTp UMMYHOE(QHIIUTOB B
OOJIBIIMHCTBE CITyyaeB TaHHOW KOropThl. PacmpocTpaneHHOCTh MM OTIeHnH Obliia BBIIIE B
rpynne ¢ CHARGE acconuanueii B cpaBHeHHH ¢ rpynnoi ¢ 22q11.2 B uHCTUTYTE aBTOpA,
[10JIAraloILEro, YTO UMMYHOJIOTH JJOJKHBI ObITh YACThIO JIeYalllel IpyNiibl HallMeHTOB C
CHARGE cungpomom.

Cunapom Onuua — xapakTepu3yeTcsi OKYJISIPHBIM THIIEPTEIIOPU3MOM, aCUMMETPHEH uepena,
TUIIOCTIAANEH, TapruHT0330(areabHbIMU IePeKTaMu. DTH MPU3HAYH OTJIMYAIOT cuHApoM Onuia
ot CII/1. 'enetnueckas ocHoBa cunapoma Omnuiia octaercs ciado u3ydeHHoi. Bmecre ¢ tem, y
HECKOJIbKUX MAIMeHTOB Obla onucaHa Mukpozenenus B 22q11.2. bonee uyBCTBUTENbHBII
TCHCTHUYECKUN aHaAJIN3, TPOBEJCHHBIN y ManueHTa ¢ GeHoTHIoM cuuapoma Onumna u
Mukpozenenueit 22q11.2 nmokaszan, 4To TaHHBIN TAIMEHT UMEN T€ K€ CaMble IENEeYIINH, YTO 1
mamueHTsl ¢ CJI/I.

Tspxenblit KOMOMHUPOBaHHBIN UMMYyHOAEePULUT — Apyrue ¢popmbl U1 (T.e. cunapom Omena),
N/ c MaTepuHCKUM NPMKUBIEHUEM T-KIETOK, TN TSXKEJIbIM aTOMUYECKUM JIEPMaTUTOM
JIOJKHBI OBITh MCKITIOYEHBI Y MAI[MEHTOB ¢ MPENoiIaraeMbIM MoJHbIM atunudabiM CJ1/L.

Bo3zeiicTBue TepaToreHoB — ObUIM ONMHUCAaHbl (PEHOTUIMMYECKH CXOXKHE MAllMeHThl, BTOPUYHO
MIOJIBEPTIINECS BHYTPUYTPOOHO BO3IEHCTBHAM TaKMX BEIIECTB, KAK M30TPETHOHUH WJIH ATAHOI,
WM 3a00JIeBaHUi MaTepy, HAIPUMEP, CaXapHbIi quadeT. B aTux cinyvasx, reHeTH4ecKue
M3MEHEeHHS He ObLIN UIACHTU(UIIMPOBAHBI, U (EHOTHIINYECKOE CXOJICTBO, IT0-BUINMOMY,
SIBIISIETCS PE3YJIBTATOM BO3/ICHCTBHS TePATOTreHa B KIIFOYEBOH IEPHO Pa3BUTHSI HEPBHBIX
rpebHeil.

Jleuenue

Oka3zaHue SKCTPEHHON MEAUIIMHCKON MOMOILY B JIETCKOM BO3pacTe: HEOTJIOKHAS TIOMOILb Y
neteit ¢ mpennonaraembiM CJI/] wmm CJI 22q11.2 kacaercst riaaBHBIM 00pa3oM TUATrHOCTHKHU U
JIEYEHUSI BOZMOKHOW T'MITOKAIbIIUEMUH, 3HAUMMBIX BPOKJICHHBIX ITOPOKOB CEP/IIa, a TAKKE
BBISIBJICHUS U JICYCHUST HOBOPOKIEHHBIX C MoJTHBIM CJIJI, hopmBbI TsKETOTO KOMOMHUPOBAHHOTO
UMMYHOAEPUIIUTA.

Heotnoxuelie KapAUOJIOTNYCCKUEC COCTOSAHUA: HOBOPOIKIACHHELIC C C]_—[I[ MOTYT HYXXJAaTbCA B
9KCTPCHHOM BMCIIATCIILCTBC KapJAUOXUPYPIOB ITPU KOHOTPYHKAJIIbHBIX ITOPOKAX CCpaLa. Bunw u
KIMHHUYCCKHEC (bOpMBI IMOPOKOB Cc€pAla y HallUCHTOB C CI[I[ MMpEaACTaBJICHBI OTACIIBHO.



Haubonee pacnpoctpaHeHHbIE IPUYUHBI CHHUX MTOPOKOB Cep/lla y JIeTell B HEOHATaIbHOM
NEPUOAE CIEAYIOLINE, U KaXAas U3 3TUX MaTOJIOTUH paccMaTpUBAETCS OTAEIbHO:

e [IpepBannas qyra aopTbl
e OOmuii a0PTOIMYJIBMOHAJILHBIN CTBOJI
e Terpana Pamio

O6H_[aﬂ OLICHKAa " JICYCHUC BIIC Ha HavansHBIX STanax l'IOI[pO6HO TAKKEC paCcCMATpUBACTCA
OTACJIBHO.

['mnokanbeMust — paHHEE U arpeCCUBHOE JICYEHHUE TMIIOKAJIbLUEMUU MOXKET IIOMOYb
CTaOUITU3UPOBATH COCTOSIHUE MUOKap/Ia M YIy4IIuTh QYHKIUIO cepana. Jleuenue
TUTIOKAJIBIMEMUH Y HOBOPOXKJICHHBIX pacCMaTpUBAETCs 00Jiee EeTaabHO OTIAEIBHO.

[TpoOneMbl MOCTYIUICHHS ¥ TIPOTIIaTHIBAHUS TTUIIU — TIPOOJIEMbI MOCTYIJICHHUS U TIPOTJIaThIBAHUS
(B 4aCTHOCTH, HEJIOCTATOUYHOE TUTAHUE, HU3Kas IPpUOaBKa B Bece, peQIIFOKC, aCIIUpAIIHs) MOTYT
UMETh OOJIBIIIOE 3HAYCHUE B NIEPBIC THU U HEJICIIN )KU3HH, B 3aBUCHMOCTH OT KJIMHUYECKOTO
NPOSIBJICHUS] HEOHOT'O MJIM TaCTPOMHTECTUHAIBHOTO JeeKTOB. JJaHHBIE MPOOJIEMBI MOT'YT TaKKe
HAOJIIOIaThCS Y TSHKENIO OOJBHBIX JIETeH WK Y IETEH ¢ IopaKeHHeM cepiia. JlaHHbIe manueHThl
00CIIeAYIOTCS | JIeYaTcs MYJIbTHIUCIUILITHHAPHON KOMaHI0H, COCTOSIIIEH U3 YICHOB CEMbH
HaIKMeHTa, MEJAUIUHCKIX Pa0OTHHUKOB, UMEIOIUX OIBIT Pa0OTHI B JAHHOM 001aCTH (JIOTONEIbI U
PEadMIINTOJIOTH), ¥ Y3KUE CIICIHATUCTHI, B 3aBUCUMOCTH OT IIPHYUHBI (HAIIPUMED, HEOHATOJIOT,
KapJIM0JIOT, OTOPHHOJIAPUHTOJIOT, TACTPOIHTEPOJIOT, HEBPOJIOT). JIeueHre paccTpoiicTB cocaHus
U IJIOTaHUS B TIEPUO]] HOBOPOXKICHHOCTH, a TAKXKE JISKAIUX B MX OCHOBE JAe(PEKTOB
00CyXaaroTcs MoApOOHEE OTIETBHO.

Nmmynonorudeckas koppekuus noixHoro CIAJ1 — aetu ¢ npeanonaraemeiM noiauabiM CIIJ,
¢dopmoii TIIN, 1omKHBI OBITH MOMENICHBI B 3alIUTHBIE OOKCHI. Eciin HE0OX0MMBI IpernapaThl
KPOBHU (HaIIpuMep, AETSAM, IIEPEHECIINM OINIEPALIMIO Ha CEepJILE), OHU JI0JKHBI HE JOJKHBI
conepxatb JedkonuThl, [ IMB 1 nomkHbl 66Tk 001y4yeHsl. Eciin nauuenTy Obliia nepenuta
HeoOJIyuyeHHas KpoBb, He00XxoauMo npoBecTu TecT Ha LIMB u mumdonuTtapHbiit Xumepusm 10
TPaHCIUIAaHTALUU, KOTOpast SIBJISIETCS IEPBBIM BHIOOPOM MPH JICYUEHUH MTOATBEPHKAECHHOTO
noaHoro CI/L. [Apyrue obuwme npunuuns tedenus TKW/ npeacrasieHsl B pyroi crarbe.

PagukanbHbIM J1€ueHUEM SABISIETCS TPaHCILIAHTAIMS KIETOK TUMYCa WIM F€MOMO3TUYECKUX
kieTok. Cienyer npoBecTH TUNHpoBaHue YenoBeueckoro JielikonutapHoro anturesa (HLA) ¢
1enbto BeiABIeHUs: HLA-UIeHTHYHOTO T0HOpa U NepeiaTh B LEHTP, yYacTBYIOIUN B
TpaHCIIAaHTAIMM KJIETOK TUMYcCa, KOTopas JOJHKHA OBbITh IPOBEJEHA Y BCeX MalueHToB. B
OOJBIINHCTBE CIIy4acB, CTAOUIIbHBIE I€TH HAOIIOAAI0TCS HECKOIBKO HENIENb Il KOHTPOJIS 3a
JATbHEHIINM Pa3BUTHEM T-KIIETOK.

HpOIIOJ'DKI/ITCJ'IBHOCTL JKU3HHU JETEH C IMOJIHBIM CI[I[, KOTOPBIM HE NPOBOJWIACH
TPpaHCIINIaHTalusA, MCHCC 1 roga. B nacajic, nanyucHTamMm HCO6XOI[I/IMO IMPOBECTU TPAHCILIAHTALIUIO
A0 BO3HUKHOBCHUA CCPHbEC3HBIX I/IH(I)CKI_II/Iﬁ C IICJIbIO o0OecrnieueHUss MAaKCHMaJIbHO BO3MOXKHOT'O
MMPUXXUBJICHUSA TPAHCIIJIaHTATa U BBIZKHUBAHUA.

Br16op npouenypsl — HanbOosiee ONTUMAaIbHOE paluKalbHOE JeueHue y aetei ¢ noaasiM CJ1J
emte npeactout onpeaenuts. Y gerer ¢ CIAJ u CII 22q11.2 KOCTHBINA MO3T Ka)eTcs
HOpPMAaJIbHBIM, HO CO3peBaHUE T-KIETOUYHBIX MPEKYPCOPOB OCTAaHABIMBAETCS U3-3a2 OTCYTCTBUS
TKaHU TUMyca. [lo 3Tol mpuyuHe TpaHCIIaHTALMs TKAaHU TUMYCa SBJISETCS JOTUMYHBIM
BBIOOPOM pauKaIbHON TE€PANUU, HO JOCTATOUYHO OIPAaHUYEHHBIM 110 BO3MOKHOCTH.



TpaHcIIaHTanys reMOMO3THYECKUX KIIETOK C HCIIOJIB30BAHUEM KOCTHOTO MO3Tra U
nepupepuyecKrX KCTOUHUKOB KPOBH, TAK)Ke ObUIA BHITIOJHEHA C YCIIEXOM.

KynbTuBHpOBaHHBIN TPAHCIUIAHTAT KJIETOK TUMYCA - TPAHCIUJIAHTAIMs TOCTHATAIBHBIX KIJIETOK
TUMYCa SIBJII€TCA MPEANOUYTUTEILHBIM BUOM JieueHus Juist nerer ¢ mosnubiM CJIJ1, Tak kak
MOJKET IMPUBECTH K YCTAHOBJICHUIO MOJHOCTHIO (DYHKIIMOHATBLHOM MOMYISIuU T-KIIETOK.
Kycouku TkaHu TUMYCa, B3SThIE BO BpEMs KapIHOXUPYPTHUECKOTO BMEIIATEIbCTRA,
KYJIbTUBHPYIOTCS €X VIVO IS yaaleHus 3peibiX T-KIIeTOK U UMILIAHTHPYIOTCS B
YETBIPEXTJIaBYIO MBIIIITY manueHTa. K coxxaneHuto, HeOOJIbIIOMY YUCTY MAlIMEHTOB MPOBECHA
TpaHCIUIAaHTAIUs YMOPUOHATILHOTO TUMYCa, TaK KaK BIEPBBIC TaHHAS MPOIeaypa Oblia
npeanpunsTa B 1960-x rogax, 4To B 3HAYUTEIbHON CTENIEHN OOBICHICTCS HEXBATKON
THUMHYECKOU TKaHH JoHOpa. COBpEMEHHBIE IIEHTPHI BBHITIOJIHSIIOT JaHHYIO POLEIYPY.

B camoii Oosib1110# rpymie NauueHToB ¢ TPAHCILIAHTUPOBAHHON IOCTHATAIbHON THMHUYECKON
TKaHbI0, 43 u3 60 manueHToB OBLIN XUBBEI B MOMEHT ITOJOTOBKH JIOKJIAaJa, ¢ MEAUAHOMN
BbDKMBaeMocTH 4,7 jet (uHTepBai ot 6 mecsines 10 16 yer) cpenu 3tux 43 nanuentoB. Cpean
17 ymepuux nocie TpaHCILUIaHTAIMK, BCe, KpoMe 2 ciy4yaeB, IPOU3O0LLIHN B TedeHHue 12 mecsuen
10CJI€ POIeTyphl. BOIBIIMHCTBO OBUIM BTOPHYHBI K MH(EKIHSIM, C BBICOKOH CTENIEHBIO PHCKa
CMEPTHOCTH OT WH(EKINI, aCCOIMMPOBAHHBIX C TPAXEOCTOMON MIJIM HCKYCCTBEHHOM
BEeHTHJISIIMEH JierkuX. OUH JIeTambHBIN clydail ObUT BTOPUYEH K TIOCIIECTBHAM TePAITHH
npenapaTamy Kajablus. Y MaUeHToB ¢ aTUMUYHBIM oJHbIM CJIJ] (OTCYTCTBYET TUMYC, HO
IPUCYTCTBYET OJIMIOKJIOHATbHAS MONysAus T-KIeToK), IMMYHOCYIIPECCUBHAs TEpaNUs
AHTUTUMOLIUTAPHBIM TJI00YIMHOM Oblja OCYIIECTBIIEHA /10 TPAHCIUIAHTALIMU TUMYCa JUIs
o0ecrieyeHns NPUKUBaHUS TPAHCIUIAHTUPOBAaHHOU TKaHU. Mcronb30Banue
MMMYHOCYIIPECCUBHOM TEPAINHU, KaK IIPEACTABIAETCS, HE BIUAET HA PE3YJIbTaT.

TpancruiaaTanus remonodtndeckux kietok — TI'K menecoobpasna, TEXHUYISCKH TPOIIEe
BBINOJIHMMA U 00Jiee TOCTYIIHA B OTJIMYME OT TPAHCIUIAHTALUK TUMYCA y MAIUEHTOB C MOJIHBIM
CIA, kro umeer HLA-unentuunoro qonopa. TpaHcruiaHTaus reMONO3THYECKUX CTBOJIOBBIX
KJIETOK (MHULUUPYIOLINX, CAMOOOHOBJISIONINXCS, TUTFOPUITOTEHTHBIX IPEIIIECTBEHHUKOB), a HE
CTBOJIOBBIX M T-KJI€TOK maMsATH, He pekomeHnayercs nauuentam ¢ CJI/], mockonbKy mosyueHHbIe
OT JJoHOpa T-KJIETKU He MOTYT pa3BUBAThCS U3 JIMM(OUTHBIX KIETOK-IIPEIIIECTBEHHUKOB B
OTCYTCTBHME TKaHU TUMYyCa. Y BeJIMueHne yncia T-kierok nocie tpancmanranun ['K'y
nanuentoB ¢ CJI/] BropuuHo K yBenuueHUIo T-KIETOK maMsATH JOHOPA, a HE K TTOKOJICHUIO
HaTUBHBIX T-KJIETOK (KaK ¥ Mperoaraioch Npu OTCYTCTBUU TUMYyca). Takum odpazom, TT'K He
BOCCTaHABJIMBAET BECh MyJ T-KJIETOK, XOTS CKJIQJbIBAETCs BIIEUYATIIEHUE 00 JJOCTATOUHOM
(GYHKIIMOHUPOBAHUH UMMYHHTETA.

MexyHapoiHoe ucciaenoBanue BeisiBIIIO 17 manuenToB ¢ nmonubM CIJ1 (8 ¢ nenenueit
22q11.2, 5 ¢ myranueit B CHD7 rene, 4 Hen3BecTHO), KoTopbIM TipoBezieHa TCK B mepuon ¢
1996 o 2006. Jonops! Bratouann HLA-HIEHTHYHBIX POACTBEHHUKOB, TaIIONICHTUIHBIHA
poautens (¢ T-KIeTOYHBIM UCTOIIEHUEM), i COOTBETCTBYIOIINX, HE POJCTBEHHBIX C MAIMEHTOM,
JIOHOPOB (KOCTHBIN MO3T U TiepudepudecKkas KpoBb), U OJIMH UCTOYHUK ITYTTIOBUHHON KPOBH.
[IpenBapuTenbHas TpaHCIUIAHTAIM ObLIa TPOBEICHA 5 TAlMeHTaM, U TportakTHKa 00JIe3HU
«TpaHCIIaHTAT-TIPOTUB-X035MHaY Obl1a nposeneHa 11 nanuentram. bonesns TIIX pasBunack y 9
MAlHEHTOB U MOXKET MPOTEKATh TsKEJee Yy JaHHOM noarpynmsl nanuesTos ¢ TIIM/I mo
cpasuenuto ¢ [Tarmentamu ¢ CITN/] ¢ Hanumaunem Tumudeckoit Tkanu. O01Iast BBDKHBa€MOCTD
coctaBuia 47 nporieHToB (7 u3 17) co cpeaHUM TIeproI0oM HabmoaeHus 5,8 et (C HHTepBaJIoM
ot 4 no 11,5 ner), u TompKO 2 MaIMeHTa He UCTIBITHIBATIN CEPhE3HBIX HEOIArONMpUATHBIX
coOpITuii. Cpei HEBBDKHUBIINX MAIIMEHTOB, CMEPTh HACTYIIHIIA B CPEAHEM TIOCIIC 7 MECSIIEB



MocJIe TpaHCIUIaHTaIuu (auama3oH ot 2 1o 18 mecsue). BenkuBaemocts Obuta Boime (5 u3 7, 71
NPOIICHT) CPEIIU MAMEHTOB C JOHOPOM - CHHI'€HHBIM CHOCOM (MaeHTHUHBIM TI0 HLA).
Haubosee yacTbiMu IpUUUHAMUA CMEPTH BO3HUKIIM BCIIEICTBHE IPOOIIEM, CBA3aHHBIX C
OCHOBHBIM paccTpoiicTBoM u ocnoxxkHeHusiMu ot TCK. B nutepatype onucansl emie 5
nanueHTos, nepesecnx TCK. Cpeau 3Tux nauueHToB, OIUH YMEp, 2 4yBCTBOBAIU ce0sl
XOpOILIO 2 ToAa M0CJIE€ TPAHCIUIAHTAllUH, U 1Bo€ ObuIn B Bo3zpacte 20 J1eT Ha MOMEHT
nyOnuKanuu.

JlnurenpHoe eyeHue — Hanbosiee ONTUMAIbHOE JICUEHUE MAllMeHTOB OITBEPKICHHBIM
cuHapoMoM aenenuu 22q11.2 npegycMarpuBaeT yqactie MHOTonpoduiIbHOH KOMaHIbl. B
ujealne oHa JOJKHA BKIIIOUATh KapAUO0JIOora, SHAOKPUHOJIOTa, OTOPUHOJIAPUHTOJIOTa, JIOTOIe/a,
CHEIHAJIMCTA M0 AETCKOMY Pa3BUTHUIO U KIMMYHOJIOTa, XOTS MOTPEOHOCTh B JAHHBIX
CHEIHAJIMCTaX 3aBUCUT OT (PeHOTHUNA MalueHTa. bpin onmy0arMKoBaHbl MPEII0KEHUS 10
HaOmoaeHuto nanuentos ¢ CJ[ 22q11.2.

Hab6monenue — naruenTsl ¢ CJ1/] 10KHBI HAXOAMTHCS 1101 HAOIIOACHUEM IS TUarHOCTHKU
OTKJIOHEHHH B Pa3BUTHH, ACCOLMUPOBAHHBIX C JAHHBIM COCTOSIHUEM.

e JleTn MOJDKHBI OBITH 00CIIEIOBAHBI HA PACCTPOMCTBO CIyXa, 0COOeHHO ¢ aernerueit B 10p
XPOMOCOMBI.

e [Ipobnemsl ¢ peublo UMEIOT MECTO Y OOJIBIIIMHCTBA MMALUEHTOB, YTO MOXET ObITh
00YCIIOBJICHO TPYIHOCTSIMH ITpH (OHAIIHH, a TAKKE 00JIee OOIMMHU BOTIPOCAMH TTPU
KOTHUTHBHBIX PACCTPOMCTBAX M 3a7iepKKE B OCBOSHHH SI3BIKA.

e Pekomenayercs peryisipHas OLIEHKa peueBOM U A3bIKOBON (YHKLIMU, U peyeBast Teparnus
YUUTBIBAET MOTPEOHOCTU KAXK0T0 NAllMEHTa UHUBH Y aIbHO.

e Crenyer OCYIIECTBIISATH MOHUTOPHUHT POCTA, TOCKOJIBKY OH MOXET OBITh 3aMEJJICH B
pe3yabTaTe TUIIOTHPEO3a WU 1e(UIITAa TOPMOHA POCTA.

e TpynHocTu B 00y4eHUH, pa3BUTHH, TIOBEJACHUU OYEHb YaCTO UMEIOTCA y Jetei ¢ 22qDS.
CrniennanucTbl, KOTOpbIE BEAYT MalueHToB ¢ 22qDS, n0mKHbI ObITh OAUTEIBHBI ITPU
HAJIMYHUN ITUX MTPOOJIEM U TIPOSBISATH MHUIIMATHBY, UCIIOJIB3YS MTPOTPAaMMBbI aKTHBHOM
MIOMOIIIM Ha PAHHUX ATaIax W JAPYyrue JONOJHUTEIbHbIE YCIYTH. BONbIIMHCTBO feTel ¢
CI /I moryT mocemats 0OBIYHBIC 3aHSATHUS B IIKOJIE.

e I[luzoadgdexTuBHOE pacCTPONCTBO, MU30PPEHUS U OOIBIIOE ACTTPECCUBHOE
paccTpoiicTBO MOTYT HAOIIOIAThCS Y TIOAPOCTKOB U B3pOCIbIX ¢ 220DS

['eHeTHUECKOE KOHCYIIBTUPOBAHHE — HECMOTPS Ha TO, 4To 90 mporneHToB nenennii 22911.2
XPOMOCOMBI SIBJISIFOTCSI CITy9allHBIMU, TTO-TIPEKHEMY BaXKHBIM OCTAETCSI TECTHPOBAHNE
pOIUTENEH 1 TPOBENICHHE, TEHETHYECKOT0 KOHCYJIbTUPOBAHHS, €CITH 3T0 HeoOxoaumo. Ecin y
poauTens OOHapyKeHa OJTHA U Ta YK€ MYTaIlusl, PUCK IOSBJICHUS MYTallud y OYAYIIUX JETeH
cocraisieT 50 MpoLEeHTOB.

Koppexkiust HeOHbIX 1e(heKTOB — enenus B 22 XpoOMOCOME SIBJISIETCS TIaBHOM NMPUYNHON
BO3HUKHOBEHUS MIOPOKOB pa3BuTHs HeOa. [lTomumo anaromuyeckoro aedexra, HeOHbIE
AHOMAJINU SIBJIAIOTCS TPEAPACIIONaralonuM (pakTopoM K pa3BUTHIO PEKYPPEHTHBIX
CHUHOITYJIbMOHAQJIBHBIX U YITHBIX MHGEKINH (HE3aBUCUMO OT UIMMYHHOI'O CTaTyca), U OUYeHb
4yacTo TpedyeTrcss Xupypruueckasi KOppeKIus.

Koppekuust uMmmyHHoro ctaryca npu yactuayHoM CJIJ] — HabnmoieHue HECKOIBKUX MAaIlMeHTOB C
MMMYHOJIOTHYECKUMHU U3MEHEHUAMHU ITpu HenosiHoM CJI/] B TeueHue onpeneneHHoro
IIPOMEKYTKA BPEMEHH, BKJIIOUYasl CHIKEHHUE ITyJ1a T-KIIETOK, yMEHBIICHUE HATUBHBIX T-KIIETOK,
U QYHKIIMOHUPOBAHUS TUMYCA, FTOBOPUT O TOM, YTO JIaHHBIE MALIUEHTHI TOIBEP>KEHBI PUCKY



YBEJIMYEHUS YaCTOThl HH(EKIMHA C BO3pAaCTOM. Y BEIMYEHNE YAaCTOThl HHPEKIMHA TpH
CAJ1/22qDS mosxeT OBbITh CBSI3aHO C YXYALIEHHEM co3peBanus T-kierok. B noknane
€BPOIEICKOro U aMEPUKAHCKOI'O PETUCTPOB ObLIO YCTAHOBIICHO, YTO 3 MPOLIEHTA NALlUCHTOB C
22gDS nony4anu Tepanuio raMMario0yIMHOM NP TUIoraMMariooyiuaeMun. [Ipuanabt
pa3BUTHS MHPEKIUH ABISIOTCS JOCTATOYHO Pa3HOOOpa3HBIMU M HEOOXOAUMBI JOMOTHUTEIbHbIE
UCCIIEIOBaHMS ISl TIOJTHOTO TIOHMMAaHUS 1e()eKTOB UIMMYHHOW CUCTEMBI Y TTALIUEHTOB C

CJI1\22gDS.

B o1HOM NpOCIEKTUBHOM UCCIEOBAHUM AETU C HU3KUM ypoBHEM HaTuBHbIX CD4 + T-kiieTok
(CD45RA +) u CD3 + CDS8 + T-k1eToK MOTJIH OBITh COTPSKEHBI C BBICOKMM PUCKOM. JlaHHas
noarpymnma manueHToB ¢ CJIJ] nMena 6osee BEICOKUN PUCK Pa3BUTHS JICTATLHBIX HH(EKIINH,
ayTOMMMYHHBIX MIPOSBIIEHUH U accounupoBaHHoro ¢ BOb numdonponudepatusHoro
3a0oJieBaHuUs. DTU HCCIEAOBAHUSA MTO3BOJISIIOT MPEANONIOKHUTD, YTO narueHToB ¢ CIJ] MmoxHo
pacnpenenuTh B 3aBUCUMOCTH OT (PEHOTUITUYECKMX OCOOCHHOCTEH T-KJIETOK JJISl JIYYIEero
pPOrHO3upoBaHus. JlanbHelne uceaea0BaHuss HE0OXOUMBI C IeNbI0 MOATBEPKICHUS ATOTO
HaAOJI0/IEHUS. M BO3MOYKHOCTH JIYYILIErO IPOrHO3UPOBAHMSI, TIOCKOJIbKY OblIa HeOObIIIast
BBIOOpKA MAIIMEHTOB M UMEJIACh BO3MOXKHOCTh CYIIECTBOBAHUS MOTEHIIUAIBHBIX (DaKTOPOB,
TaKUX KakK MEePEHECEHHBIN XUITOTOPAKC.

MOHUTOPUHT UMMYHHOTO CTaTyca — MBI CJICUM 33 (PYHKIIUSIMU UMMYHUTETA y BCEX MAIIIECHTOB
¢ CAJ xaxnasie 6-12 mecsineB. B yacTHOCTH, MBI TPOBOJAMM MPOTOYHYIO IIUTOMETPHIO IS
pacnpeieneHusi HIMMYHHBIX KJIETOK, aHau3 nposudeparyu in Vitro st onenku Gynkuuu T-
KJIETOK, U3MEPEHUE YPOBHSI 00IIEro UMMYHOTTIOOYIMHA U CTIEUU(PUUECKUX TUTPOB aHTUTEL.
[TarueHTaM, y KOTOPBIX OcllabeBaeT 3allUTHBIM TUTP aHTUTEI, MOXKET MOHAA00UThCs Ooliee
yacTtas peBaKIMHAIHS.

Nudexnun — pyHkus T-KIeToK ocTanach MOYTH HEU3MEHHOH Y OOJIBIIIMHCTBA MAIUEHTOB C
CJ1/1, Ha OCHOBE JaHHBIX UMEIOIINXCS (PYHKITMOHAIBHBIX aHATM30B. TakuM oOpazom,
npo(dUIaKTUKA ONMOPTYHUCTHUECKUX MHPEKINN 0OBIYHO HE TpeOyeTcsl.

CI/IHOHyJ'IBMOHaJIBHBIC I/IH(l)eKI_II/II/I A0CTATOYHO PACIIPOCTPAHCHBI U TOJIKHBI OBITh AKTHBHO
IMPOJICUCHBI aHTI/I6I/IOTI/IKaMI/I, B ClIy4yac HCO6XOI[I/IMOCTI/I. HepI/IOI[I/I‘{eCKI/Ie peCIIUpPaTOPHBIC
I/IH(I)CKI_[I/II/I npeanojaaratoT HE3HAYUTCIIbHBIC I/IMMyHO)Ie(l)I/ILII/ITBI u\um HpO6J’IeMH C I'TIOTAaHHUEM.
JleyeHune MalMeHTOB C BbIABICHHBIMHU HapYHMCHUAMU ITPOAYKIIUN WA (l)yHKI_II/II/I AHTHUTCII
AHAJIOTUYHO JICUCHUIO APYTUX MMAIIUCHTOB C T'YMOPAJIbHBIMU I/IMMYHO,[[e(l)I/H_[I/ITaMI/I.

Jleuenme CIICUAJIN3NPOBAHHBIMU I/IMMYHOFJ'IO6YJ'II/IH3MI/I IIOCJIC 3apaKCHUA I/IH(l)eKHI/IOHHBIM
ArcHToOM, K KOTOPOMY MMallUCHT HE OBLI WUMMYHU3UPOBAaH, HAIIPUMEP, BUPYCOM OITIOSACBIBAIOIICTO
repmueca, pacCMaTpmuBacTCsa OTACIBHO.

BakmuHarus — BBeJIeHUE )KUBBIX BaKIMH (KOpb-kpacHyxa-napotut (MMR), uHTpaHa3zaibHOTO
rpurra, 6auusuiel Kanemerrta-I'epena, potaBupyca, OpalbHbIX TOTHOMHETUTHBIX BaKIUH )
nanuentam ¢ CJI/] mpoTuBonoka3aHo, XOTs paHee OHU MIPUMEHSIIUCH Y JAHHOM KaTeropuu
nanueHToB. TemM He MeHee, BOIPOC O 1eIeco00pa3HOCTH 0TKAa3a OT KUBBIX BAKIIUH OBLIT
MOCTaBJIEH T0J] COMHEHHE, TaK KaK PUCK €CTeCTBEHHOW MH(MEKIIMH MPOI0IKAET CYIIECTBOBATD,
Y HaKOTUIEHBI JOKA3aTEeNbCTBA TOTO, YTO (QYHKIUS T-KJIETOK SBISETCS HOPMAIBLHOU Y
OonpmmHcTBa anueHToB ¢ CIIJ1. Takum o6pazom, perieHre 06 UCIOIb30BAHUH KUBBIX BAKIIUH
qutst matieHToB ¢ CJIJ1 mpoBOIUTCS B MHAWBUIYaTbHOM MOPSIIKE MTOCIIE O0CYKICHUS
MIPEUMYILECTB U HEJIOCTATKOB € MALMEHTOM WM onieKyHaMmHu. [IpocniekTuBHBIE HCCIeA0BaHUS
HEO0OXOAUMBI 7151 HOPMAIBHOTO OTPEIEIICHUS IOPOTOBOTO TIOKA3ATENs C IEbI0 0€3011acHOTO
BBEJICHHS )KHBBIX BUPYCHBIX BakIuH narmentam ¢ CJ1/1.



B HecKoIbKUX PETPOCHEKTUBHBIX HCCIIEI0BAaHUAX ObliIa U3y4yeHa 0€30IacHOCTb U
3P PEKTUBHOCTH MPUMEHEHHS KHUBBIX BaklKH y manueHToB ¢ CJ 22q. Hanpumep:

e B naByx u3 3THX HccaeaoBanuii (32 u 82 marueHTa, COOTBETCTBEHHO) 4acTOTa
HEXENATEJIbHBIX PEaKUH 110CIIe BBEICHHS BaKIIMH IIPOTUB BETPsHOM ocnbl ninu MMR
(TOJIBKO B OJTHOM UCCIICZIOBAHHUHU Y MAIMEHTOB ¢ AuarHoctupoBanabsiM CJ/1J]) Obuta
COIOCTaBUMa C TAaKOBOM B O0IIEH NOMYJISLHH.

e Bo BTOpOM M3 3THX ABYX HCCieA0BaHUM &5 mporeHToB namuenToB ¢ CIJ1 umenu
YCTOMUYMBYIO CEPOKOHBEPCHUIO B TEUEHHE NIEPBOI0 roja rnocie BBeaeHuss MMR BakuuHbI.
Tem He MeHee, ToIep)KaHKE 3aIIUTHBIX TUTPOB 3HAYUTEIbHO YMEHBIIWIOCH Y
nanueHToB ¢ C/1J[ mo cpaBHEHUIO ¢ KOHTPOJIBHBIMU IPYIIaMH Yepe3 J1Ba WK OoJiee roaa
1ocJie BBEACHUSI BAKIIUHBI, YTO YKa3bIBa€T HA HEOOXOAMMOCTh OBTOPHON MMMYHU3ALIUN
Y HEKOTOPBIX MAIIUEHTOB.

e B apyrom perpocrnektuBHOM aHanu3e 93 manuentoB ¢ CJI/[ y GonpmmHCTBA OBLITH
YCTONYMBBIE U HOPMAJIbHBIE KJIIETOUHbIE OTBEThI HA CTOJIOHAYHBIN aHTUTEH, B TOM YHCIIE
y ManueHToB ¢ yucioM JuMporutoB CD3 + Huxe 10-ro nepueHTusIs 0T HOpMaJIbHBIX
3HaYeHUH. Y HEOOIBIIOT0 YKCia MOJIHOCTHI0 MUMMYHU3HUPOBAHHBIX MAIIUEHTOB ObLIN
IUIOXHE KJIETOUHbIE OTBETHI HA CTOJIOHSK, KOTOPBhIE KOPPEIHPOBAIH C HAYaIbHBIM
HU3KUM yncioM CD3+ numdonutos. OqHako oHU ObUTH BaKIIMHUPOBAHBI O€3
MOCIEAYIOLUX MOOOYHBIX PEaKLUH.

bruio npeioxkeHo, uto 6e30nacHoO OyAEeT BBOJUTH KMBbIE BAaKLIMHBI TALIKEHTaM CTapllie
OJIHOTO TO/1a, Y KOTOPBIX:

e lIMeroTcst aHTUTENA K YOUTBIM aHTUTCHAM BaKITUHBI

e HopwmanbHbie WM MOYTH HOPMaIbHbIC IPOIH(PEPATUBHBIC OTBETHl HA MUTOI'CHBI
«BOCKPECIIIHEY» aHTUTEHBI (TO €CTh CTOJIOHSIIHBINA TOKCOMT)

e Komnuectso CD8+ T-knetox>300 kineTok / MM3

e KomnuectBo CD4+ T-knetox>500 xieTok / MM3

[Tepuonuyeckas oLeHKa TUTPOB aHTUTEN (Kaxk/ble 6-12 MecsIeB) U peBaKLMHAIUS MOTYT
ObITH HEOOXOAMMBI, TOCKOJIbKY JUTUTEIbHOE MOAJepKaHNEe YPOBHEH 3allIUTHBIX aHTUTEI
MOJKET yMEHbIIaThCs y nanueHTos ¢ CIIL.

IIporuos

OxunaemMast IpOAOKUTEIBHOCTD KU3HU HOBOPOXKAECHHBIX ¢ NoaHbIM C/1/[, koTOpBIE HE
MOJBEPraroTCs TPAHCIUIAHTALIMH, COCTABISIET MEHEee OJJHOTrO To/1a. TobKO HEOOBIIOMY YUCITY
NalMeHTOB OblIa MPOBe/IeHa TPaHCIUIAHTALH, OONBIIMHCTBY ¢ cepeanHbl 1990-X roaos.
BonbIIMHCTBO CiydaeB CMEPTH Y TPAHCIUIAHTUPOBAHHBIX MAllMEHTOB IPUXOAUTCS Ha MEPBbIi
roJ 1ocJie TpaHCIUIaHTaK. YacToTa BBKMBAHUS OIMHAKOBA (72 MPOLIEHTA) PU
TPaHCIUIAaHTAIMK TUMYCA U TPaHCIJIAHTAI[MM FeMONOITHYECKUX CTBOJOBBIX KieTok (HCT) ot
HLA-nneHTuumupoBaHHOTO POJCTBEHHOT0 JOHOpA. MeanaHna BBKMBAEMOCTH JJIS T€X, KTO HE
YMHpPAET B IEPBBII I'0OJ1 ITOCIIE TPAHCIUIAHTALIMN, COCTABIISIET OKOJIO MATH JIeT. Camble cTapble
3aperucTpupOBaHHbIE BBDKUBIINE HaxoAsaTcs B Bo3pacte 20 neT. [loka3areny BbKUBaHUS HUXKE
i Tpancmiantauuit I'CK ¢ npyruMu TMnaMu 10HOpOB.

[Tporuo3 st marueHToB ¢ yacTUYHBIM 1 moiaHbIM CJIJ[, KoMy Oblia mpoBeneHa
TpaHCIIAaHTAIMsI, BO MHOTOM 3aBHCHUT OT TSXKECTH KapIUalbHOTO AeeKTa, CTeNeH!
TUIONapaTHpeo3a U HHTEIUIEKTYalIbHOTO pa3BUTHsL. O0Imuii K03 HUIUEHT CMEPTHOCTH B
6ospimoit rpymme cpeau 558 maruentos ¢ C/IJ1 cocraBmia 8§%.



B GonpmnHCTBE ciiydaeB, cMEpPTh MPOU3OIILIA B IIEPBBIE IIECTh MECALIEB KU3HU U OblIa
BTOPUYHOM MO OTHOIIEHUIO K CEPACYHO-COCYIUCTHIM OCIOKHEHUSIM.

Pe3rome u pekoMeHaanuu

e HeotnoxHas momolb HOBOPOXACHHBIM ¢ nipeanosaraembiM CIJI unu CJ1 22q11.2
HaIpaBJeHa Ha OLIEHKY U KOPPEKIIMIO BO3MOXKHOM runokansuuemun u BIIC, u
BeIsBIICHHE AeTeid ¢ momHeiM CJ11, opmoii Tskenoro komOuHupoBanHoro M/I.

e Jletu c npennonaraemsiM C/] 22q11.2 nomkHel nostydats npenapaTsl KpOBH €
OTCYTCTBHEM JieikoruToB, [[MB, a Takxe moABeprayToi 00Iy4eHuIO.

e  MbI pEKOMEHIyeM JIETSM C MOJHBIM TPAHCIIAHTALMIO KJIETOK TUMYCaA UIN
FeMOIIOATUYECKUX CTBOJIOBBIX KIIETOK (KJ1acc pokazarenbHocTu 1A). Oxunaemas
IIPOJIOJKUTENIBHOCTD KU3HU HOBOPOXKAEHHBIX ¢ NoJHBIM C/I/], KoTOpHBIEC HE
MOABEPIIUCH TPAHCIUIAHTALIMM, COCTABJISIET MEHEE OJTHOTO rojia. MeananHas
BbDKMBAEMOCTH MALIUEHTOB, IEPEHECIIUX YCIEIIHYIO TPAHCIUIAHTALMIO, COCTaBIISIET
IPUMEPHO IIATh JIET, a MPOI0JIKUTEIBHOCTD, [10 COOOLIEHUSIM, 10 3 1EeCATUIIETHUS.

e [IpeanoyTuTenbHON ABISIETCS TPAHCILIAHTALMS TUMYCA, HO OHA HE BCEr/a JIOCTYIIHA.
Ecnu TpancnnanTanus TuMyca HeBO3MOxHa, TpaHciuiantauuio I'CK cinegyer npoBoauTh
¢ nomotbio HLA-uaeHnTuyHOrO MOHOPa U 6€3 UCTOIICHUS T-KJIETOK TOHOPHON TKaHHU.

e Jlna onTuManabHOTO A0ATOCpOUHOTO JieueHus marueHToB ¢ CIAJ[ unu CJ1 22q11.2
HeoO0XxouMa MyJIbTHIMCIUIUIMHAPHAS KOMAH/1a, a TAK)K€ MOHUTOPUHT Pa3InYHbIX
COCTOSIHM, CBSI3aHHBIX C 3TUM CHHJIPOMOM.

e Poputensm Goneronux AeTeH cieayeT npeagaraTb reHeTHYecKoe KOHCYJIbTHPOBAHUE.
Ecnu y poautens HalifieHa Ta ke MyTauus, puck poxaenus aerei ¢ CIJ1 cocrasuser 50
IIPOLIEHTOB.

e HeOuble anOManuu ABJISAIOTCS MpeapacioyiaraloiiuM (pakTopoM K pa3BUTHIO
PEUIUBUPYIOMIUX CHHOMYTbMOHAPHBIX U YIIHBIX HH(EKINH (He3aBUCUMO OT
MMMYHHOT'O CTaTyca), ¥ 4acTo TpeOyeTcst Xupyprudeckasi KOppeKIus.

e bBonbIIMHCTBO ManKeHTOoB ¢ yacTUYHbIM CJ1J] He3HAUMTETbHO UMMYHOCYITPECCUPOBAHBI.
Opnako, cienyer clIenuTh 3a CHUKeHrneM UMMYHHOU GyHKuu. [Ipodunakrtruka
OMMOPTYHUCTHUECKUX MHPEKIUH OOBIYHO HE TPeOyeTCsl, M )KUBBIE BAKIIMHBI MOKHO
0e30MacHO BBOJAUTH IIPU COOIIOJICHUH ONPEIEICHHBIX UMMYHOJIOTHUECKUX KPUTEPHUEB.

e  Oxupaemasi IPOJOJDKUTEILHOCTH XU3HU AeTelt ¢ moaubiM CI1J1, koTopsie He
MOJIBEPIIIMCH TPAHCIUIAHTAllMHU, COCTaBIISIET MeHee oJHoro roja. Hanportus, oOmas
cMepTHOCTH narueHToB ¢ yactTuuHbiM CI1J1 unu CJ] 22q 6p1na onienena meree uem 10
IIPOLIEHTOB.
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3. deaepanbHbIe KIMHUYECKUE PEKOMEH AN 10 TUATHOCTUKE U JICUCHHIO JeNeuu 22-i
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