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IIpencraBieHbI peKOMEHIAIMY 110 BHIABJICHUIO M BeIeHUIO MAIUeHTOB ¢ CHHAPOMOM fenerun 22q11.2,
OCHOBaHHBIE€ HA MaTepHuaJjaX, pa3paGoTaHHBIX MeKIYHAPOIHBIM KOHCOPLUYMOM II0 CHHAPOMY jeJjie-
nuu 22q11.2 u Ha HaneM co6cTBeHHOM ombiTe. IIpuBeeH kpaTkuii 0630p METOAOB, HCIIOIb3yEeMbIX JIJIS
J1a60paTOPHOI TMAaTHOCTUKYU 3TOr0 3a001eBaHu .

Knwouesvie cnosa: cundpom Oeneyuu 22qll.2, senoxapduogauyuanvuviic cundpom, curndpom Ju
Iocopdacu, eposxcdennvle nopoxu cepdua, npaKmuiecKue peKomeHoayuu.

Recommendations on the identification and management of patients with the 22q11.2 deletion synd-
rome, based on materials developed by an international consortium of 22q11.2 deletion syndrome
and on our own experience are presented. A brief review of the methods used for the laboratory
diagnosis of the disease is given.

Keywords: 22q11.2 deletion syndrome, velocardiofacial syndrome, Di Georgie syndrome, congenital
heart disease, practical recommendations.

Cunppom genenun 22q11.2 (CO22q11.2) 06s-
eIVHSAET HECKOJbKO KJIWHUYECKUX (HopM, HMero-
WX eJUHYIO STUOJIOTUI0 — MUKDOJeJIEIUIo palioHa
ql1.2 xpomocomsr 22. K aTum 3a60sieBaHUAM OTHO-
carca cuaapombl Hu »Kopmsku, BesoKapauoda-
III/IaJIBHBIfI, KOHOTPYHKAQJBHBIX M JIMIIEBBIX AaHO-
masuuii. B Hacrodiiee BpeMsa OHU paccMaTpuBa-
I0TCA KaK equHOoe 3a00JjieBaHUE, TaK KaK, IIOMUMO
001Iel 9THOJIOTUY, UMEIOT U 3HAYUTEJbHOE Iepe-
KPbIBaHME CIIEKTPOB KJIMHHUYECKUX HpOHBJIeHI/IfL
ITO0 O0BeIUVHEHNEe SABJIAETCSI HEOOXOIMMBIM IJIs
YCIIEIIHOT'0 BBIABJIEHUA M PAIlMOHAJIBHOI'O Bene-
HUA TaKWX OOJIBHBIX, a TaKiKe IJA KOPPEKTHO-
T0 MeIWKO-TeHEeTUUYECKOTO KOHCYJIbTUPOBAHUA UX
cemeii. B KauecTBe O0O0BEAUHSIONIEr0 Ha3BAHUS
MOXKET WCIOJb30BATHLCA U TEPMUH <«BEJIOKAPIUO-
danmuanbHEBI CHHIPOM » , IOHUMAaeMbI B IIMPOKOM
cMmbIcie Kak cuaouum CI122q11.2.
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Hy:xno ckasars, uto CI[22ql1.2 zanmmaer
ocoboe MeCcTO cpely XPOMOCOMHBIX U B YACTHOCTH
MUKPOIEJIEIINOHHBIX CUHIPOMOB. OTO CBSI3aHO He
TOJIBLKO € ero BbICOKO# uactotoii (1 cayuaii ma 4000
HOBOPOJKJIEHHBIX), HO U C HEOIIPeAeJIeHHBIM IIPOTHO-
30M Pa3BUTHUA B paHHEM BoadpacTe. B ¢BA3U ¢ ycme-
XaMU MeJUIIVHBI, B IIePBYIO OUepenb KapouOXUupyp-
I'mnu, CMEPTHOCTb TAKUX 6OJIBHBIX CHUAaeTCcd 1 B
HACTOsAIIee BpeMs cocTaBiseT okoo 4% . B To ke
BpeMs XapaKkTep KIMHUUECKUX MPOABICHUN (BPOIK-
IeHHbIe MopoKu ceparia — BIIC, cymoporu, uMMyHO-
meduiuT, amomMaanu HEOA, OTCTaBaHUE B PA3BUTHUMH,
aHOMAJWM TOBeNeHUA W IICUXUUYecKue 3abojeBa-
HUS) TpedyeT MOCTOAHHOTO BpaueOHOTO KOHTPOJIA.
Taxum obpasom, GombubIe ¢ CI1229q11.2, KaK mpa-
BUJIO, IOCTOAHHO HAXONATCA IO HAOJII0JeHUeM
TOTO WJIM WHOTO CIIEIUAJINCTA, OJHAKO 3HAUUTEIb-
Hasgi BapuabesbHOCTh KJIMHUYECKUX NPOABICHUN
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YacTo He II03BOJIAET CBOEBPEMEHHO B3aloJ03PUTh
3aboJjieBaHre U IIPOBECTH JabOPATOPHYIO AUATHO-
CTUKY. B TO Ke BpeMsa paHHASA NTUAarHOCTUKA OYEeHb
BasKHA 1A 5(PPEeKTUBHON IPOPUIAKTUKU OCTIOK-
HeHUH 3a00JIeBaHUA U MeIUKO-T€eHETUUECKOTO KOH-
CYJIBTUPOBAHUSA CEMbU.

Bousee uem 20-j1eTHUII MUPOBOM OIBIT U3Y-
yeHus CI[22q11.2 mosBoaus BeIpaboTaTh PEKOMEH-
IaIiU II0 BeJeHUIO TaKUX OOJIbHBIX, KOTOPbIE OBLIN
M3JI0’KEeHbI B PYKOBOJICTBE, OIyOJMKOBAHHOM B
2011 r. [1]. IIpencraBieHHBbIe HUXKE PEKOMEHIA-
MY OCHOBAHBI HA MaTepuaje 3TOr0 PyYKOBOJACTBA, a
TaKk:Ke HaIlero COOCTBEHHOTO OIBITA BBLIABJICHUSA U
BeJleHUs TaKuX OOJbHBIX.

Kananueckas ANATHOCTUKA

XapakTepHbIMU JUAaTHOCTUYECKU MU IPU3HAKA-
mu CI122q11.2 B panrem Bodpacrte aBJsioresa BIIC,
aHoMaJ uu HEDa, TUMOKaJbIIueMusa (CBA3aHHAA C
HEJOPa3BUTHUEM IIAPAIUTOBUIHBIX JKeJjie3), CHU-
JKeHnme MMMyHHuTeTa (CBA3aHHOE C HeIOPa3BUTHEM
THMYyCAa) U JIUIeBble AHOMAJINN.

IIpu sabosieBaHMM MOYKHO BCTPETUTH IIMHPO-
KHH CHEeKTP CepAeuYHO-COCYAMCTOM IIaTOJIOTHH,
B IIEPBYI0 ouepenb KoHOTpyHKaabuble BIIC, T.e.
IIOPOKU, CBA3AHHBIE C AHOMAJIMUSIMU BBIBOAAIIIX
ormenoB cepaia. Ciegyer OTMETHUTh, UTO YaCTOTA
BbISIBJIEHUSA Mukpogesaenuu 22qll.2 mpu HeKOTO-
peix penkux ¢opmax BIIC mokeT OBITH JOBOJb-
HO 3HauurejabHoli. Tak, mampumep, y OOJBHBIX C
O0IIMM apTepPHAJbHBIM CTBOJIOM €€ BBIABJISIOT B
30-35% cayuaes, ¢ mepepbIiBOM Ayru aopThl (Tuir B)
— B 60-80%, mpu mederTe MeMKIKeIyTOUKOBOI
neperopoaku (IIMJKII) c arpesueii JerouHoir apre-
puu — B 20-50% . Xapakrepuo coueranue BIIC c
Pa3JIMUYHBIMY AHOMAJUSAMU OYT'A AOPTHI, MOMLKJIIO-
YMYHBIX W JIETOUYHBIX apTEPHUil, a TaKyKe Halndue
cao:xkHbIXx BIIC. Ommcanbl ciaydam 3aboJieBaHUSA C
IBOMHBIM OTXOJKIEHHEM COCYIOB OT IIPABOTO KeJIy-
IOYKA, TPAHCIIO3UI[MEH MAarucTPaJbHBIX COCYIOB,
TUIIOIJIa3Well JIeBBIX OTHAEJOB CepAla U APYyTrUMU
dopmamu BIIC.

Hus OGoapmmHCTBA OOJBHBIX XapaKTepHa
dyHKIUOHATbHAA HEOHAA HEIOCTATOYHOCTH (6osee
90% ). B panHeMm Bo3pacTe OHA MOJKET IIPOABISITHCS
HapyIlleHueM IJIOTaHWUs, CPBI'MBAHUEM UYepes HOC,
B CTapIeM BO3PacTe — HOCOBBIM OTTE€HKOM I'0JIOCA.
IIpumepHoO y 1/, maneHTOB BCTPEUAIOTCS PaCIIIeI-
HBI Heba (TmoAcaM3ucTad, peske OTKPhITAA).

Kinnuueckre mOposBIeHUS HMMMYHHON HeIO-
CTATOYHOCTH B BUJE 3aTIKHBIX 3a00/IeBaHUI BEPX-
HUX IbIXaTeJbHBIX IIyTeil, OPOHXUTOB, OTUTOB, [I1e-
JIOHe(PUTOB U AP. XapaKTepHHI Oosee yeM s 1/5
6obHBIX. TsKeNnblli BPOMKIEHHBI HMMYHOIe(dM-
IUT, TPEOYIOIUN CIeI[NaJIbHOTO0 JIeUeHN s, BCTpeua-
ercst meHee ueMm y 1% 6GoupubIx ¢ CI122q11.2.

T'umorkaJbiimeMuss MOMKET IPOSBUTHCI KaK B
IIepuoJ HOBOPOXKIEHHOCTH, TaK U IPU Pa3JIUUHBIX
CTPECCOBBIX COCTOAHUAX (3aboJieBaHUAX, olepa-
nusix, OepemenHoctu u Ap.). Ilpumepno y 40%
0GOJIBHBIX OTMEUEHBI SIIU30IbI CYJOPOr, CBA3AHHBIX
C THUIIOKAJIbIIIEeMUEH.
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JIuneBble aHOMAJIUY U IPYTHe MUKPOAHOMATIUY
Pa3BUTUSA MOYKHO BBIABUTH y OOJIBIIHHCTBA 00JIb-
Heix ¢ CI[22q11.2. TunuuebIMU IJid 3aboJieBaHUA
SIBJISIFOTCS CJI€AYIOIMe MPU3HAKN: MaJeHbKUe IYC-
IJIACTUYHBIE YIIHBLIE PAKOBUHBI, OOJIBIIION HOC C
Y3KHM OCHOBAHMEM U I'MIOILIACTUYHLIMU KPBIIbS-
MU, IJIMHHOE y3KOe JIMII0, y3KUe IJIa3HbIe IIeJIn
C HABUCAIOIMMK BeKaMU, MAJeHbKAas HUKHIA
YeJIIOCTD, IJIMHHBIE, TOHKNE HaJbIlbl pyK. Hepeako
BCTPEUAIOTCS U JPYyrue MUKPOAHOMAJINY PA3SBUTUS
(MAP). Ouu me Bcerga ObIBaOT cHeNMU(PDUUHBIMU U
SAPKO BBIPAKEHHBIMU, OCOOEHHO y [eTell pamHero
Boapacta (puc. 1 u 2) [2, 3]. B 2004 r. Ha ocHOBaHUU
apanamsa 111 omucamuii OBLIO MOKAa3aHO, UTO IS
nmereii mepBoro roxa KkmdHu ¢ Cl[22q11.2 xapak-
TEePHBIM SBJISETCS HECKOJbKO MHOM cumexTp MAP:
HUBKO MOCAKEHHBIE M I[IOBEPHYTHIE K3aAW YIIHBIE
PAKOBHUHBI CO CIVIAMKEHHBIM PUCYHKOM, Y3K0O€ OCHO-
BaHMEe W TOJICTBI KOHUUK HOCA, IIMPOKAasl Iepe-
HOCHIIA, OIYIIeHHBbI€ YIJIbBI PTa, MHUKPOCTOMWUS,
KOPOTKUI (PUIBTD, NJUHHBIE, TOHKNE ITaJbIbI PYK
C MUPOKUMU KOHUUKamu [4].

Hanuume y mammeHTa paHHEro BO3pacTa IBYX
uau 0ojiee XapaKTePHBLIX IIPUBHAKOB SBJISETCS
OCHOBaHUEM I 1abopaTOPHOTr0 00CIeJOBAHMS.

B 2013 r. Ha OCHOBAHUU AETAJBHOTO U3yUEHUS
KJINHUYECKUX OpoABJeHuii y 194 mammeHTOB C

Puc. 1. Jletu paHHEro Bo3pacra ¢ TUIIUYHBIMHU JUIEBBIMH 0CO-|
oennoctamu CI22q11.2. [2].

Puc. 2. IlanueHTsI ¢ TUNMYHBIMH JTHIEBHIMH 0COOEHHOCTAMU

Cl22q11.2. [3].
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Cl22q11.2 u aHamusa ony6JIUMKOBAHHBIX JAaHHBIX
F.P. Monteiro et al. [5] mpemmo:xunau aaropurm
IS BBISIBJIEHUS IIAIIUEHTOB C BBICOKUM PHUCKOM
3aboseBanHnsi. ABTOPBI BBIAEIAIOT 3 I'PYIIIILI IPU-
3HAKOB.

1. AGcontomusle nokasarnus 018 1a00PAMOPHO-
20 Mecmupo8aHusa:

1) BIIC, Bcrpeuarommuecs npu Cl22q11.2 c
BBICOKOM YacTOTOU (IIpepBaHHAaA Ayra aopThl (Tun B),
o0muii aprepuaJbHBII CTBOJ, TeTrpaga Pajio c
aTpesuel JeTOYHOI apTepun);

2) HeoHaATaJbHAS TUIOKAJIBIINEMUA, CBA3aHHAA
C TUIIONIAPATUPEOUTU3MOM.

II. ITpusunaxu, xapaxmepHuovie 0aa C[[22q11.2:

1) BIIC (rerpama Panyio, cybapTepuabHBIN,
cyOonmyabMOHaPHBIN niu cMelieHHbIN K3aau [[MIKII,
KOapKTAalllsi aOPTHI);

2) anmomanum HEOa (BesodapuHTreas bHASA HEIO-
CTATOYHOCTDb, OTKPBITAA WJU IIONCAWSUCTAA pPac-
meanHa HEOA);

3) UMMyHOIeDUITUT, TOATBEPK IS HHBIN JTabopa-
TOPHO U/WJIN HeJOpPa3BUTHUE TUMYyca (TUIIONIa3us/
armasus);

4) xapakTepHoe JUIO ¢ HaguuueMm 4 u OGoJiee
MAP, no Kpaiineil Mmepe 3 13 KOTOPBIX CJAEAYIOIINE:
IJINHHOE JIUI0, HaBUCAIOI[e BeKH, 00JIBIIION HOC C
Y3KUM OCHOBaHUEM, TUIIOIJIA3UA KPBLIbEB HOCA;

5) mus3odpeHns.

I11. ITpusuaku, ecmpevatowuecs npu C122q11.2:

1) HelipoKOTHUTUBHBIE AUCHYHKINU (HapyIIIe-
HUEe IICUXOMOTOPHOTO Pa3BUTHUA, PeUEBbIe HApPyIIIe-
HUS, TPYAHOCTH B OOyUEeHUN);

2) aHOMAaJIUY AYTH a0PThI/ JIETOUHBIX apTEePUii;

3) nBe usu 6omee MAP B Bo3pacre crapiiie 2 jeT
uau ogHa uau 6osmee MAP B BospacTe 1o 2 JjeT;

4) runepHa3aJbHBIN OTTEHOK T'0JIOCA;

5) npyrue BIIC (apyrue tuner [IMIKII, Tpanc-
TO3UIUS MAaTUCTPAJIbHBIX COCYIOB, IBOWHOMN BBHIXOT
COCYZIOB M3 IIPABOT0 JKEJIYyI0UKa, JeeKT MeKIIpe-
CEepAHON IIePeropofKM, OTKPBITHINA apTepuaabHBIN
TIPOTOK);

6) msoampoBaHHAA pacCIeJUHA A3BIYKA WU
BepXHeli I'y0bl;

7) aHOMAaJIMM MOUYEII0JIOBOI CUCTEMBI.

IToxazanuem ajis 1a00PaATOPHOTO TECTUPOBAHUIS
SABJIAIOTCS: HAJIUUNe JIF000ro MpusHaKa 13 IPyInsI I;
HaJIMune ABYX MPU3HAKOB 13 rpynns! II uam ogHO-
ro us rpynmsl Il u aByx us rpynmns I11I; maanuue 4
npusHakoB us rpymnnsl I11. [li1a mereii mepBoro rojga
JKMBHU MOCTATOYHO HAJWUYUA OJHOTO ITPU3HAKA U3
rpyunbl II 1 ogaoro us rpynnsr I11.

Kauanueckue IIPOABJIEHUA II0 CUCTEeMaM OPraHoOB

IIpu C[122q11.2 moxxeT HAOJIIOZATHCA OOJIBITIOE
pasHooOpasre KJIMHUYECKUX (OPM — OT TAMKEIBIX
¢ BeIpasKeHHBIM nmMMyHOAeduruTom u BIIC, koTo-
pble 10 HeIaBHEro BPEMEHU PACIIEHHMBAJINCH Kak
JeTaJabHbIe, 10 CYOKINHNYECKUX COCTOSHUN, BBISIB-
JeMBbIX y poauTesieil mpu obcaeqOBaHUU II0 IIOBO-
Iy pokAeHus 60JbHOr0 pebeHKa, IPOABIAIOIINXCS
HeOOJIBIIINMY JIUIEBBIMU AHOMAJUSMU Y HOCOBBIM
OTTEeHKOM roJioca. Ho B GOJILIIIMHCTBE caydyaeB 3a060-
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JIeBaHWe IIPOTEKAeT KAaK IIOJUCHUCTEMHOE, BKJIO-
yasmiee BIIC, BposKIeHHBIE IIOPOKH M (PYHKIIHO-
HaJIbHbIE HAPYIIeHUsS PasJUYHBIX opranos, MAP,
a TakiKe OTCTaBaHME B IICUXOMOTOPHOM Pa3BUTUU.
C Bospactom y OGoabHBIX ¢ CI22ql11.2 mpuuuHOt
o0paIeHns K Bpayy MOI'YT IIOCAYKUTh: OTCTABAHUE
B GpU3UYECKOM, IICUXOMOTOPHOM X YMCTBEHHOM Pas-
BUTHUU, HAPYIIIEHNE PEUU, TPYAHOCTH B O0OyUEHUU,
aHOMAaJINHU IMOBEIEeHUs, ICUXNYeCKre 3a00IeBaHNUs,
HOCOBOII OTTEHOK TIo0JI0Ca, HelpoceHCOpHAs WJIHN
KOHIYKTUBHASA IIOTEPs CIAyXa, IAaTOJIOTUS OIIOPHO-
IBUTaTEeJbHOro ammapara. Hwuike IIpemcTaBIeHBI
aHOMAJINU PasBUTHUA U PYHKIMOHAJIBHbLIE HAPYIIIe-
HUSA PA3JNYHBLIX OPraHOB U CHUCTEM, BCTPEUAOIITe-
ca mpu C[22q11.2.

®dusnyeckoe pa3BUTUE U HEPBHAA cucrema. [1a
0OJIBHBIX XapaKTEePHO OTCTABAHUE B (DU3UUECKOM U
IICUXOMOTOPHOM Das3BUTHU, OKOJIO 1/; IanmeHTOB
UMEIT B JaJbHEHNIIIEeM YMCTBEHHYI OTCTAJIOCTD,
OKoJ0 l/3 — HOrpaHWYHBIA ypPOBEHb Pa3BUTUA
WHTEJLJIeKTa U OKOJIO 1 /3 — HOpMAaJIbHBIH NHTEJIJIEKT.
Bonee 90% OOJBHBIX AeTell WMCIBITHIBAIOT TPY.A-
HOCTH B OoOyuenuu. Hepearu HeHPOIICHUXUUYECKIE
paccTpoiicTBa, y AeTell OHM MOTYT IIPOSABJISATHCI B
Buze neUIINTa BHUMAHUS U ayTUCTUYECKUX HAPY-
II€HUI, ¥ B3POCJBIX — B BHJie CTPAXOB U IEIIPECCUB-
HBIX COCTOSHHUI, & TaKyKe IN30(PPEeHUU U APYrUX
cux030B (>20% ). BoJsiee pelKuMY IPOABICHUAMU
CO CTOPOHBI HEPBHOM CUCTEMBI SBJISIIOTCS CYJOPOTH,
He CBSI3aHHBIE ¢ runokagbnuemuei (5% ), moaumu-
KPOrUpHsi, aHOMAJIUU MO3KEUKa, ne()eKThbl HepB-
HOU TPYOKM, MUT'PEHB C TOIIHOTOMI 1 pBOTOM. OKO0JI0
20% B3POCIBIX MMAIMEHTOB NMEIOT HU3KHUMI POCT.

I'maza. MoryT HabmogaTbesa: crpabusm (15%),
HapyIIeHusa pedpaxiiuu, 3agHNl 5MOPHUOTOKCOH,
M3BUTHIE COCYIbl CETUATKH; PerKe — CKJIEePOKOPHea,
KoJso0oMa, ITO3.

Ymu. HeilipoceHcopHas uJIM KOHAYKTUBHAS
TYyroyxoctb xapaxkrTepHa mas 30-40% OOJIbHBIX,
ONMCAaH XPOHUYECKUN OTUT.

ITumeBapuTenpbHasd cucreMa. BcTpeuaioTcs
TUIIOILIA3M S SMaJI 3y00B I XPOHUUECKUI Kapuec, a
TaKsKe racTpossodareabHbI pedIoKe, gucharus,
3aI0pbl, XOJIEJIUTHA3; Pelke — aTpesus IUIIEBO-
Ia, TPaxeoIUIIEeBOAHLIN CBUIL, Hermep(hopupoBaH-
HBIN aHyC, He3aBePIIeHHbIN IIOBOPOT KUIIEUHUKA,
6oJie3Hb 'mpInnpyHra, nymnovyHas rpelka, guadpar-
MaJbHAs I'PBIXKA.

MouenoaoBas cucrema. Oxosno 30% 6oub-
HbIX ¢ CI[22q11.2 uMeloT CTPYKTYPHBIEe aHOMAJINU
MOYEBOI'0 TPAKTa, B T.4Y. areHe3nui0 OJHOM IIOYKU U
MOJINKUCTO3 IIOUYEK, PeKe — FUIIOILIA3UI0, VIBOCHNIE
IoueK, ruApoHedPo3, He(PPOKAJBIIMHO3, THIOCHA-
IWI0, OTCYTCTBUE MOYEHCIYCKATEeJIbHOrO KaHAaJa,
Kpunropxusm. B 11% ciryuaeB oTMeueHbl HApyIIle-
HUS MOYENCITYCKAHUS.

OmopHo-aBurarenpHass cucrema. ¥ 45% 060ib-
Hbix ¢ CI122q11.2 pasBuBaeTcAa CKOJINO3, IIPU 3TOM
B 6% cayuaeB oH TpeOyeT XUPYPruYeCKOM KOP-
pekmuu. BeTpeuaroTesa Tak:Ke aHOMAJIHHU IIIEHMHBIX
O3BOHKOB, IPYAHBIE IIO3BOHKMN B (hopme 6aboOueK,
cMellleHre HaAKOJEeHHUKA, UINOIaTuYecKue 00U B
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Tabauua 1

CocTrosiHUSA, TPEOYIOIINE HEOTIOKHBIX BpaueOHBIX TeHCTBUI U MPOPUIAKTUKH

IIpoasaenusa

IIpodurakTika 0CIOKHEHUIT

ACHHpaHHOHHaH IITHEBMOHU A

KopMmienve MaleHbKUME IOPIUAMY, KOPMJICHNE Yepes3 30H]

XupyprudecKue OCJIOKHEHUA BCeX TUIIOB
(kpoBoTEUEHUE, aTeeKTaskl, CYyJOPOry,
TPYAHOCTY MHTYOAIMN)

TiarenbHOE HAGIOIEHNE B IIEPU- U IIOCIEONEePAIMOHHOM IePHO0JaxX,
BKJIIOUAsI OIpefie/IeHe YPOBHS NOHNU3UPOBAHHOTO KAJIBIIUS U
KHUCJIOPO/IA; UCIIOJIb30BAHNE NHTYOAIIMOHHBIX HHCTPYMEHTOB
MEeHBIIIero pasmMepa

CysKkeHne eCTeCTBEHHBIX OTBEPCTUI (BEPXHUX
IBIXaTEJbHBIX IyTeil, CIHHHOMO3I'OBOI'O
KaHaJja, CJIyX0BOTO IIPOX0/a)

Hcnonb3oBanne NHTYOAIMOHHBIX WHCTPYMEHTOB MEHBIIIETO
pasmepa, yacTo Tpedyercs yaajieHre CePHBIX ITPOOOK AJIA
VIIYUIIEHUA CIyXa

AnoManbHasa aHaToMus (Besze)

IIpeaBapuTebHbIE HCCIETOBAHUSA IO OIIEPAIlUN

AnomasbHasg aHATOMUS CoCcynoB

IIpoBemeHMe MarHUTHO-PE30HAHCHOM aHruorpaduu mepes
(hapUHTOILJIaCTUKOMN

PassuTue BesodapuHreanbHoOM
HEeIZOCTATOYHOCTH II0CJIe aeHO9KTOMUN

OIeHKa COOTHOIIIEHUA PUCKA/TIOJIb3bI

BosHuKHOBEHUE alTHOY BO CHE IIOCJe
MaHUITYJIAIINA HA BaHHefI CTeHKe I'NIOTKHN

OHeHKa COOTHOIIIEeHU A pI/ICKa/HOJILSLI

T'unokanbpueMus BO BpeMs OMOJOTUUEeCKUX
cTpeccoB (oIepanuu, HHPEKIUu, O¥KOTH,
POJIBI)

MoHUTOPUHT YPOBHSA MOHN3UPOBAHHOTO KAJbIINA, PEIlIeHNe BOIpPoca
0 HeOOXOAMMOCTH IOBHIIIIEHUS 03kl BUuTamMuua D u BBegeHUSA
KaJIbITUA

T'unokanbruemMusa npu Bo3AelCcTBUN
IOBpEXIAIONIUX (PAaKTOPOB
(aIKOrONb, MAHKPEATUT)

Orpanuyenue ynoTpedJeHUs aJIKOroJid, TIaTeJIbHOe HaO oaeHIe
IpU MIaHKPeaTuTe, Ope/esieHre YPOBHS KaJbIIuA

PasButne HepoxkasbIIIHO3A B pe3yJbTaTe
JIeYeHUA TUIOKAIbIIe MU

TmrarenbHOE HAOJIIOAEHLE

CymOpoKHBIN CUHAPOM (MUOKJIOHHUA,
JIOKAJIbHBIE UJIU reHepaJn30BaHHbIE
CyZIOpOTH)

I/ICCJIe/'IOBaHI/Ie YPOBHA KaJIbIIA U MarHus 1 IIpoBeJieHue
aHeKBaTHOﬁ Tepaluu, UCII0JIb30BaHNEe aHTUKOHBYJIBCAHTOB
(KJIOSal'II/IH, Apyrue anTUIICUXOTUYeCKue Me}II/IRaMeHTI:I)

3anopsl

CraHzapTHBIE MEPOIPUATHIS

Tergennua K (GOpMUPOBAHUIO KUCT BCEX
TUIIOB

CragzapTHBIE MEPOIPUATHIA

YyBCTBUTEJIHHOCTH K KOGEenHY

OrpannuuThb yrnorpedienre KopernHa (KOJIbl, 9HEPreTUIeCKX
HAIIUTKOB U Ko(de)

IToBblIeHHASA HOTpeGHOCTL BO CHe

Bosnbmasa mpogoKUTe IbHOCTE CHA € IIOCTOSHHBIM 60JIee PAHHUM
BpeMeHeM 3acChIIaHuA II0 CDaBHEHHIO C BO3PACTHON HOPMON MOXKET
YMEHBIIUTH BO30YAUMOCTD U YIYUIIUTH 00yUaeMOCTb

IloBrIIIEHHAS TOTPEOHOCTE B PEXKUIME,
TIOpsAKe, PYKOBOJACTBE

Hy:KHO yuuThIBaTh IPU BOCIIUTAHUU PeOEHKA

IIpu GepeMeHHOCTY — MOBBIIIIEHHBIN
PUCK TMIIOKAJIbIINEMIN, ICUXUIECKUX
3a00JIeBaHUI, CYyJOPOT, HAPYIIIeHUA
COLAIBLHOM afanTaum

TrraTeabHBIT MOHUTOPUHT U TPOPUIAKTUKA OCTOKHEHUN

HOTax, CAKPaJbHBIN CUHYC; Peke — CIaBJIEHUE IITei-
HOTO OT/ieJia TTO3BOHOYHUKA, KPAHMOCUHOCTO3, IIpe-
¥ TIOCTaKCcuaJbHAA MOJUIAKTUINA KUCTEH U CTOII.

I'emaTonoruueckasa cucrema. Jacto BcTpeua-
ercst Tpombormronerus (30% ) u crieHOMeraaus
(10%), pesxe ormeuensl: cuaapom Bepuapa—Cyiibe,
ayTOMMMYHHas HEUTPONeHUdA, JehKemMud, JTumMdo-
Ma, remarobjacToma.

JHIOKPHMHHAA CcHCTeMa. [UIOTHUPEeOUau3M
BeTpeuaercsa y 20% OOJbHBIX, TUIIEPTUPEOUSAZM —
y 5% , oxxupeHne xapakTepHo AJaA 35% B3POCJIBIX
0OJILHBIX.

W3 mpoumnx mIPOoABJIEHUN MOKHO OTMETHUTDH cebo-
pero, IepMaTuThl, BAPpUKO3HOE pacIiliupeHue BeH U
ayTOMMMYHHBIE 3a00JIeBaHU .

B cBA3U ¢ mosmcuCTEMHBIM XapaKTepoMm 3a0o-
aeBaHus 6oabHBIM ¢ CI[22q11.2 HeoOXOAMMO TIIA-
TeJbHOE HaOJI0JeHre BpauaMU Pas3INYHBIX CIIEI[U-
asbHOCTel. B Tabsa. 1 u 2 mpeacraBieHbl COCTOAHNIA,
TPeOyIoIe HeOT/JIOKHBIX BpaueOHbIX AelCTBU, U
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PEKOMEHAAIINY 10 JUHAMUYECKOMY HAOJIIOJCHUIO U
0o0cCJIe[OBAHUIO IIAIIIEHTOB.

I'eneruueckue acnexrsr C[122q11.2

Bricoxkasa uactora CI122ql11.2 cBasaHa ¢ oco-
0EHHOCTBHIO APXUTEKTYyphl TeHOMAa OAaHHOTO XPO-
MocoMHOTO parioHa. IlociiemoBaTenbHOCTH HUB3KO-
gyacToTHBIX IOBTOPOB (LCR) ¢ BBICOKOII CTemeHbBIO
TOMOJIOTUY, PIaHKUPYIOITNE PANOH AeJeInun, 1eja-
IOT eT0 0COOEHHO UYBCTBUTEJIbHBIM K ITIePeCcTPoiKaM
BCJIEICTBUE HEPABHOTO MEHOTUYECKOTO KPOCCUHTO-
Bepa 1 abepPaHTHBIX MHTEPXPOMOCOMHBIX OOMEHOB.
B ocuoBe martorenesa CI22ql1.2 me:xar smOGpuo-
TeHeThn4YeCKHne HapyIIeHNdA, CBA3aHHbIE C yTpaToﬁ
TeHeTUUYecKoro Marepuasia. KiaroueByio poJb B hop-
MUPOBAHUM XapaKTEPHBIX aHOMAJUU Pa3BUTUA
urpaer red TBX1 — TpaHCKPUOIIMOHHBIA (QarkTop,
JIOKAJN30BaHHLIN B paiione aesenuu [6]. Kak u mpu
IPYTUX XPOMOCOMHBIX 3a00JIeBAHUAX, TeHHBIN IHC-
basaHC MOKeT OBITH MPUUMHON HaPYIIeHUI (GopMu-
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Tabauuya 2

PexoMeHganuu mo JHHAMIYECKOMY HaOIIOIeHUIO U 00ciieqoBannio manuenTos ¢ C/122q11.2

IIpu . Mixos- Ilon-
HocTa- 0-12 JlomKOTbHBIH HBIN octy | D3POCIBIE
O6caexoBanus BO3pacT BO3pacT p (crapmre
HOBEKEe MecHAIeB (1=5 zer) (6-11 (12-18 18 zier)
AMarHo3a Jer)
JIeT)
I/IOHI/ISI/IPOBaHlHLII/I KaJIbI[UH, n " n " " n
mapaTropMoH
TupeoTpOnHBI TOPMOH n n " " n
(esKeromHo)
Kiannnueckuil anaims KpoBu " " " " " n
(exKeromgHo)
VIMMYHOJIOTIYeCcKHii cTaTyc? + + +
Odranbmosmoruyeckoe i +
obciemoBanue
Onpenenenue GyHKIIUU HeOa + + +
Aynuorpamma + + + +
VccnemoBanue IIeMHOrO OTAeaa
IIO3BOHOYHUKA +
(mmoce 4 mer)3
HccnenoBanue IIO3BOHOYHIKA
+ + +
(cxoam03)
HccrnenoBanue 3y00B + + + +
V3U nmouek +
DJIeKTpoKapAuorpaMmMa + +
9XO0-kapauorpaMmma +
Or1meHka paSBnTnﬂ4 + + +
YcreBaeMoCTh B IITKOJIE + +
Conuanusanus/IpakTudecKas n " n " " n
IeaTeJbHOCTD
ITcuxuueckue/
9MOIMOHAJIbHBIE/ + + + + +
moBeJleHUecKIe 0COOEHHOCTH®
Hccnenosauue cucreMm I I I n I 4
opraHusMa
O6ciegoBaHUe POOUTEIEH n
HaA HAJU4Yue Jejeluun
T'emeTuueckoe i 4 4
KOHCYJIBTUPOBaHIE
T'muexkosoruuyeckas
" KOHTpPAaIleIITUBHAA + +
KOHCYJIbTAI[US

1B MmuazieHUecTBe YPOBEHD KAIbIUA CAEAYET ONPeLeIATh Kaxable 3—6 MecsAleB, B IeTCTBE U Y B3POCJLIX — 1 pas B rof, a TaK:Ke L0 U
[ocJIe OIePaIiy, B TeueHne 0epeMeHHOCTH PeryJIsipHO; “HccieqoBaHne QYHKIINY UMMYHUTETA 0013aTeJIbHO IIepe]i BaKIMHAI[1e i sKuBOit
BAKIMHOM; SHCCIIef0BaHNe [IEHHOrO OT/e/Ia II0SBOHOUHIKA B nepegHe-3agHeil 1 O0KOBOU MIPOEKIINY, IIPU Pa3TU0aHUU, OTKPBHITOM pPTe,
TaK:Ke BBIOIHAETCS CHIMOK OCHOBAHNS Uepela; TP CUMITOMAX KOMIIPECCUY HeoGX0ANMa CPOUHAs HeBPOIOTMUeCKas IOMOIIb; 4uacto
BCTPEUYarTCA HAPYIIEeHUA MOTOPUKM 1 PeYlr, PaAHHEe BbIABJIEHNE U BMEIIaTeJbCTBO MOI'YT YJIYUYIIUTE Pe3yJbTaT; 5HaCT0pO)}€eHHOCTB B
OTHOIIIEHUY HaPYIIEHUI IMOBEJEeHNs, 9MOIOHATILHOIO COCTOAHNSA U MBIILJIEHUs, BKIOUYAA Ta/UIIOIMUHALUNA U Opell, B ITOAPOCTKOBOM
BO3paCTe U Y B3POCJIBIX, OTHECEHUE K I'PYIIIe PUCKA 10 HAPYIIIeHUAM ITOBeJIeHUA (CeKCyaIbHad aKTUBHOCTD, YIIOTPEOIeHNE aIKOTOJIA 1

HapKOTUKOB U Jp.).

POBaHUS PA3IUYHBIX OPTaHOB U CUCTEM; C 9TUM CBs-
3aH IOJIMCUCTEMHBINA XapakTep KINHUYECKUX IIPO-
sasnenust npu CI[22q11.2. Pasmep meseniuu Bapbu-
pyer or 1 mo 3 MJH II.0., IPX 9TOM HE BBISIBJIEHO
KOPPeJAUyd MeKIY PasMepoM Aeselluu U KJINHU-
YeCKUMU IPOSBIEHUAMU CUHAPOMA. BOJBIITUHCTBO
cJIyyaeB CUHAPOMAa BOBHUKAET cIioHTaHHO (de novo),
onHako okoJio 10% cocraBisAT cemeiiHbie (DOPMEI,
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Korja Jejelus IIPHUCYTCTBYeT TaK)Ke Y OJHOro M3
poautesneii. MaJlbuMKM M JEeBOUKHU IIOPAKAIOTCA C
OJMHAKOBOM UaCTOTOM.

Menuko-reHeTuyecKkoe KOHCYJIbTHPOBAHIE

IIpu BeisiBnenuu CI[22q11.2 y pebeHKa ceMbsaM
HEOOXOIUMO MeAMKO-TeHEeTHYECKOe KOHCYJIbTHUPO-
BaHue. Bpau-KoHCY/JIbTAaHT MHMOPMUPYET CEMbBIO O
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yacToTe 3a00JieBaHUS, 9THOJIOTUU, KINHUYECKUX
IIPOSBJIEHUSIX, METOJaX BBIABJICHUS, PUCKE IIOBTO-
peHusS ¥ BO3MOMKHOCTAX MPEHATAJIbHON IHArHO-
ctuku. HeoO0xomumo obciiefoBaHME POAUTENE Ha
Haguuwne CI122q11.2, Tak Kak B HEKOTOPBIX CJIyYa-
sIX 3a00JieBaHWE MMeeT MHUHUMAaJbHbIe (DEHOTHUIIN-
YeCKUe IPOSIBJIEHNS; OIMCAHLI TAKIKE CIAyJand COMa-
TUYECKOr0 Mosaurusma. lIpu BBIABIEHUU Iiepe-
CTPOMKU Y OJHOTO M3 POAUTEJEIl PUCK IIOBTOPHOI'O
POKIeHUuS B ceMbe 0OJBLHOTO peOeHKa COCTaBJIAET
50% . IIpu 9TOM HEBO3MOXKHO IIPENyragaTh XapaKkTep
U CTelleHb TSXKEeCTH MIPOsBIeHuil y pedenxa. Tak,
Hampumep, y Keumuuabl ¢ CI[22q11.2, umeromiei
CYOKJIMHNYECKIE MPOSBIEHUS B BUE IOACIN3NCTOMN
pacimennHbl HEOA M JIWIEBLIX AHOMAJIHUII, MOYKET
ponuThbCs PEOEHOK C TSIYKEJIbIM HMMYHOAE(UIIUTOM
u BIIC. IIpu oTcyTcTBUM Iejellul Y POSUTEJIEH PUCK
IOBTOPHOTO POKIEHUsS 00JHLHOrO pebeHKa HU3KUIMA,
OH TOJIBKO HEMHOT'O BBIIIIE IIOIYJIAIIMOHHOIO 34 CUeT
BO3MOJKHOCTH T'OHAJHOI'0 MO3auiim3Ma. B pemrmx
caydasax 3a00jIeBaHMEe MOYKET OBITH CBSI3aHO C TPAHC-
JIOKAaIlnen, 3aTparupawineit paiion 22ql1, opu sTom
BeJIMUYMHA PUCKA M3MeHsieTcsi. IIpenaranbHas guar-
HOCTHKA IIOKa3aHa B CJIyYasX, KOrga ONUH U3 POIU-
tesqeir mumeer CI[22q11.2, mpw HaIUUYUU B CEMbe
pebeHKa ¢ JaHHBIM CUHIPOMOM, a TAKJKe IIPU BbIAB-
JIEHUM XaPaKTEPHBLIX YJIbTPA3BYKOBBIX MAapPKEPOB Y
mioga (BIIC, mopoKu pasBUTHSA MOUYEIIOJIOBOM CUCTe-
MBI, PACIIeJIUHBI TyOBI U/WJIN HEOA U AP.).

Heob6xogumMocTh B KOHCYJIbTAIIUM TI'€HETHUKA
MOXKEeT BO3HMKATh HEOSHOKPATHO B PAa3HbIE IIE€PUO-
OBl JKM3HU OOJBHOTO, B OCOOEHHOCTU B IIOJPOCT-
KOBOM BO3pacTe, KOr[a yBeJNUYNBAETCS PUCK pas-
BUTHUA aHOMAJINH MMOBENEeHUA U IICUXUUYECKUX 3a00-
JIEBAHWUM, a TAKIKe Y B3POCJBIX IIPU CO3TAHUU MU
CeMbH.

Mertoasl muarnoctuxu CI122q11.2

Haa pumarmoctuku CI22q11.2 HeoOXOAUMBI
MOJIEKYJIAPHO-TeHeTUUECKNe WJIN MOJEKYJISIPHO-
IATOTEeHeTUUYECKNe WCCJIEeNOBaHMUs, TAK KaK MIpHU
CTAHJAPTHOM IIUTOT€HETUUYECKOM aHAJIM3e 9Ta JeJie-
U He BU3YAJH3UPYETCS W KAPUOTHUII HAIEHTOB
IIPEeICTABJIAETCS HOPMAaJbHBIM. B HacTosAIee Bpems
MIPUMEHSOT KaK IPAMbIe, TAK U KOCBEHHBIE METOIbI
BBISIBJICHUSI MUKPOIEICI U .

HaubGosiee pacmpocTpaHeHHBIM B KJINHHYE-
CKOM MpPaKTUKEe SBJISETCA MOJIEKYJAPHO-I[UTOre-

Hetnueckuii FISH-MeTo 1 ¢ MCIIOIb30BaHUEM JIOKYC-
cuenupuunabix [[HK-30HZ0B HA KPUTHUUYECKUN A
NAaHHOM MUKPOIeJellny pPaiioH, PacIoOKeHHbBIN
B obsactu ql1.2 mamHHOTO ILIeYa XPOMOCOMBLI 22,
comep:xaieii rer TBX1. FISH-meron saBiasercs
MIPSIMBIM ¥ II03BOJISET OIPEAEeSUTh HAJIUUYNe WU
orcyTcTBHe gAesenmu y mnanumenTa. OH II03BOJISIET
BBIABJISATH OK0JI0 95% mukpogerernuit 22q11.2.

MuxpocaTe/IJINTHBIN aHAIN3 — 9TO KOCBEHHBIN
MOJIEKYJIAPHBIN Meron auarHoctuku Cl122ql11.2,
OCHOBAaHHBI HA aHAJAMW3Ee MOJUMOP(PHU3IMA MHUKPO-
CaTeJUINTHBIX II0CJIeI0BATEJIbHOCTEHN, IepeKpPhIBa-
omux objaacte genenuu 22qll1.2. OH mosBoJaseT
BBISIBUTH HaJIMUWe JEeJIeIINN U OIEHUTH ee pasmep.
HccnenoBanue mpOBOAUTCS Ha OCHOBE CEMEMHOIO
aHaJIM3a ¢ UCII0Jb30BaHEeM 00Pas3IloB KPOBU PebeH-
Ka U ero POAUTeJIeH.

MynbTumniaekcHas Ipobos3aBucuMasi JUTasHasd
peakius c mocaenymoirnei ammaudukramnueir (MLPA)
SIBJISIETCS COBPEMEHHBIM KOJMYECTBEHHBLIM BBICO-
KOTOYHBIM METOJOM MOJIEKYJISIPHOM MHUATHOCTUKU
Cl22q11.2, He TpeOyIOIIUM CEMENHOTO aHAJIM3a.
Metogq MLPA mo3BoJisieT B OGHON peaKIU He TOJIb-
KO BBISIBUTD JIeJICIINIO U €€ PasMep, HO 1 OIIPeIeJINTD
Hajanyue Ae(eKTOB IPYTUX JOKYCOB B APYTUX XPO-
MOCOMAX, BBISBLIBAIOIIUX CXOMHBbIE KINHUUYECKNE
MIPOSBJICHUS.

3akaoueHue

3a Oosiee uem 20-yj1eTHHUI IIepHOA HUIYUEHUS
Cl22q11.2 makomyieH OOJBIIONW OIBIT IO BBHIAB-
JIEHUIO U BEIeHWI0 OOJIbHBIX C JaHHBIM CHHIPO-
mom. CoBpeMeHHbI€ MEeTOAbI Ta00PaTOPHOM AUATHO-
CTUKU ABJIATCSA d3()(GEKTUBHBIMUA U JOCTYIHBIMU.
Pamnasa guarHocTHWKa MMO3BOJAET B 3HAUUTEIbHOUN
Mepe YMEHBIIHUTb YaCTOTy U CTEIleHb IIPOSBICHUS
OCJIO:KHeHUil 3abojieBaHus, OJHAKO B HACTOAIIee
BpeMs IUArHO3 He BCer/a CTABUTCS CBOEBPEMEHHO.
Hepenko BOSHHKAIOT TPYLHOCTH W IPU BeIeHUU
TaKUX OOJIBHBIX. TO CBSABAHO M C MHOT'000pasueM
KJIMHUUYECKUX IIPOABJIEHUN 3a00JeBaHUs, U C TEM,
YTO OHO BCE ellle HeIOCTATOYHO M3BECTHO IIPAKTHU-
yecKuM Bpauam. JlaHHbIe PEKOMEHIAIINK OTpaka-
10T coBpeMeHHBIe mpeacraBiaenusa o CI22qll1.2 u
MOI'yT OBITh IIOJIE3HBI BpaduaM Pa3JIMYHBLIX CIIEI[U-
aJBHOCTEHN — KapAuoJIoraM, Xupypram, neguarpam,
OTOPHUHOJAPUHTOJIOTAM, SHIOKPUHOJIOraM, HEBPO-
Joram, IICUXHUaTPaMm u ap.
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