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PE3IOME. Beenenne. Cunnpom [u [xopmxn (menenns 22q11.2) — reHeTHYECKast TATOIOTHS € IHPOKUM (PEHOTHU-
UYecKUM ronumopduzmom. Ero 0CHOBHBIME MPOSIBIEHUSMH SIBISIFOTCS TIOPOKU cepiiia, MMMyHoAeuIuT Ha (oHe ru-
MOMJIa3uM TUMyCa M TUHOKAJIbIIMEMHUS H3-3a IUCGHYHKIUH MapaliuTOBHIHBIX JKele3. Bricokas BapmaOenbHOCTH
KIIMHUYECKUX COYETaHUH 9aCcTO MaCKUPYeT CHHAPOM MO/ TPAHCCHHAPOMAIbHYIO0 KOMOPOUIHOCTD, CYIIECTBEHHO 3aTPY/-
HsIsl €TO CBOEBpEeMEHHYI0 Bepudukaruio. Heab. Onucars KIMHNYECKUH cTydail JUarHOCTUKU HETIOJIHOTO CHHpPOMA Jie-
mern 22q11.2 (Jdu Dxopmkn) y peberka 15 meT ¢ XpoHHYeCKUMH HecTenn(puiecKuMU 3a00IeBaHUAMH JETKUX IS
O3HAKOMJICHUS Bpauel ¢ KIIMHNIECKUMH 0COOEHHOCTAMH 3a00J1€BaHNs U COBPEMEHHBIMU BO3MOXHOCTSIMH THATHOCTHKH.
Martepuanabl 4 MeTobl. [IpoBeieH peTpOCTIEKTUBHBIN aHAJIN3 MEAUIIMHCKON KapThl MMAllMeHTa, HaOMoaBIerocs B Xa-
6aposckom ¢pummane JJHL OI1] — HUM OMu/l. PesyabraTrhl. Onncana opdaHHas TeHeTHYeCKast TATOIOT U — HeTIOTHAs
¢dopma cunapoma u J[xopmku. Manudecranus 3a0071eBaHUs IPOM30IIIIA B BO3pacTe ceMu MecseB. Kimnamaeckas kap-
THHA Pa3BUIIACh Ha (DOHE BPOXKICHHOTO ITOPOKA OPTaHOB ABIXAHUS U XapaKTePHU30BaIACh OTATOMICHHBIM ITyIbMOHOIOTH-
YEeCKUM aHaMHEe30M (TIOBTOpHBbIE IMHEBMOHHUH, OpOHXMalbHAas acTMma). Taxke y MarueHTa ObLIM AWArHOCTHPOBAHBI
THIIOTUIA3US THMYCA, CeIEKTUBHBINA Ae(PUINT IMMYHOTIIOOYIHHA A, OTHOCUTENBHBINA T-XenmnepHbIil 1e(hUIUT U THITOTA-
parupeos. Bepuduimposars auarHo3 ynanoch JUIIb B 15-1€THEM BO3pacTe MO Pe3ynbTaTaM MOJIHOTE€HOMHOTO CEKBEHH-
pOBaHUs, BEIIBUBIIIETO T€TEPO3UTOTHYIO Aeenunio peruona 22q11.2. 3akarouenue. Jlannoe HaOIIOOCHIE TEMOHCTPHPYET
CJIOKHOCTH CBOEBPEMEHHOTO BBISIBICHUS HETOMHOH (opMbl cuHapoma Jlu JKOPIKH B YCIOBHAX OTCYTCTBHUSI PaHHETO
MOJIEKYIAPHO-TEHETHYECKOTO CKPUHUHTA.

Kniouesvie cnosa: oemu, nopasicenue neekux, cunopom du Jocopodicu.
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SUMMARY. Introduction. DiGeorge syndrome (22q11.2 deletion) is a genetic disorder characterized by wide phe-
notypic polymorphism. Its main manifestations include congenital heart defects, immunodeficiency due to thymic hypo-
plasia, and hypocalcemia resulting from parathyroid gland dysfunction. High variability of clinical combinations often
masks the syndrome as transsyndromic comorbidity, substantially complicating its timely verification. Aim. To describe
a clinical case of incomplete 22q11.2 deletion syndrome (DiGeorge syndrome) diagnosed in a 15-year-old patient with
chronic nonspecific lung diseases, in order to familiarize physicians with the clinical features of the disease and current
diagnostic capabilities. Materials and methods. A retrospective analysis of the medical record of a patient followed up
at the Khabarovsk Branch of the Far Eastern Scientific Center of Physiology and Pathology of Respiration — Research In-
stitute of Maternity and Child Protection was performed. Results. A rare genetic pathology — incomplete form of DiGeorge
syndrome — is described. Disease manifestation occurred at the age of seven months. The clinical picture developed against
the background of a congenital malformation of the respiratory organs and was characterized by a complicated pulmono-
logical history (recurrent pneumonia, bronchial asthma). The patient was also diagnosed with thymic hypoplasia, selective
immunoglobulin A deficiency, relative T-helper cell deficiency, and hypoparathyroidism. The diagnosis was verified only
at the age of 15 years based on whole-genome sequencing results, which revealed a heterozygous deletion of the 22q11.2
region. Conclusion. This case report demonstrates the difficulty of timely detection of the incomplete form of DiGeorge
syndrome in the absence of early molecular genetic screening.

Key words: children, lung damage, DiGeorge syndrome.

Cunnpom Jlu JI>xop/pku, Ha3BaHHBIN B UE€CTh €ro Tep- [enb: onucaTh KIMHAYECKUM CiTy4ail TUarHOCTUKH He-
BOOTKpBIBaTesi, Jokropa Anmkeno u Jxopmku, Obin nosHoTo cuHapoMa fenennu 22q11.2 (Au JHropmxn) y pe-
BIIEpBBIe onucaH B 1965 romy u Takxke N3BECTEH KaK CHH- OeHka 15 5eT ¢ XpOHMYECKUMH Hecneun(pUuuIecKuMU
npom neneruu 22q11.2. DTo HacneacTBEHHOE 3a00eBa- 3a00JIeBaHUSIMU JIETKUX JUISI O3HAKOMJICHUS Bpadel ¢ Kin-
HHe, 00yCIIOBIICHHOE MoTepei HebombImoro yyactka JJHK HUYECKUMHU OCOOCHHOCTAMH 3a00JIEBaHUS U COBPEMEH-
JUIMHHOTO TTeda 22-i XxpoMocomsl B peruone 11.2. Mux- HbIMH BO3MOKHOCTSIMM IUAIrHOCTUKH.

pozernenus, 3aTparuBaoiiast HeCKOJIbKO TeHOB, BCTpeya-
ercst npubmu3uteasHo y 1 u3 4000 >KUBOPOKICHHBIX.
TspxecTh MPOSABICHUS CHHIPOMA TTOJIOKHUTEIHHO KOPpEIn-
PYeT C IpOTSHKEHHOCTHIO AETETHPOBAHHOTO CEIrMEHTa, YTO
B OOJIBLION CTEIIEHN ONPeNeIseT ero KIMHUYECKUN MOJIH-
mop¢usm. Hanbosee xapakTepHbl TaKUe MPU3HAKU Kak:
BPOXK/ICHHBIE TIOPOKU CEPALa; HAPYLUICHUS PAa3BUTHS TH-
Myca, IPUBOASALINE K UMMYHOJe(UIITaM; THUIIOIIa3 s U
runo(yHKIHs MapaluTOBUIHBIX XKeJle3 C MOoCenyoen
TUIOKaJIbIUeMUel; JeopManusi TBEPJOTO U MSTKOTO
HeOa ¢ HapyieHreM (POHAIMH; OTCTaBaHUE B (PU3HYCCKOM
U IICUXOMOTOPHOM DPa3BUTHUH; ONPEICIICHHBIA JIULEBON
IU3MOp(U3M U psAd ApyTuX Hapymenui [1, 2].

Tsxenbie hopmel cuaapoma aeneunn 22q11.2 naubo-
Jiee YacTO JUArHOCTUPYIOTCS B paHHEM JIeTCTBE M3-3a Ha-
JIUYMS TUMOKANbIIMEMHUH B HEOHATAJIBHOM IIEpHOE,
CHIDKEHUSI UMMYHHTETa WIH BPOJKJICHHBIX TIOPOKOB pa3-
BUTHS cepaua unn nuna. OxHako MHOT0OOpa3ue KINHH-
YECKHUX CUMIITOMOB u OTCYTCTBHUE YEeTKUX
JUArHOCTUYECKUX MapKePOB HEPEIKO MPUBOAAT K IO3THEH
JUArHOCTHKE CaMOT0 CHHJAPOMA U NMEPBHYHOTO HUMMYHO-
Jeduimra B ero cocrase , Kak clie/IcTBre, K popmMupoBa-
HUIO HEOOpATHUMbBIX U3MEHEHHH JIETOYHON TKaHUu. Mex Ty
TEM, CBOEBpPEMEHHAas TNarHOCTHKA U PaHHASA aKTUBHAs Jie-
yeOHas TAKTHKA TTO3BOJISAIOT HE TOJIBKO JOCTHYB CTA0MIN-
3allMd  COCTOSIHUS, HO W H30eXarb CTPYKTYPHBIX
HapyLIICHUH U MPEIOTBPATUTH MPOTPECCHPOBAHUE PECIIH-
paTtopHBIX OBpexaeHHH |3, 4]. BrisBnenue cuaapoma [u
Jlxopyxu BIiepBBIE BO B3POCIIOM BO3PACTE BCIESICTBUE HU3-
KOM HaCTOPOKEHHOCTH Bpauel pas3jIMYHBIX CIIELIMAJIBHO-
CTEH, a TaKk)Ke BCJIEICTBHE OOJBIIOrO pa3Hoo0Opasus ero
(deHoTHITIYECKO MaHU(ECTAIIMHU 1 HATMYUSI JIETKHX (OpM
MIPOUCXOIUT KpaiiHe penko [5, 6].

Kannuueckoe HaGi0neHne

[arwent b., 2008 r.p. Anamues. [lanuent ot 4-it 6epe-
MEHHOCTH, IPOTeKaBIIel Ha ()OHE YTrpo3bl IIPEpHIBAHUS B
MEpBOM TpUMECTPE U (peToIIaeHTapHOW He0CTaTOuHO-
ctu. Pospl BTOphIe, cpounble (Ha 40-ii Henmene), PU3noIIo-
rudeckue. Macca Tena npu poxaeHuu coctasuia 2860 T,
mHa — 49 cm. Otienka 1o mkane Anrap — 8/9 6amios.
Beimiican u3 pouitbHOTO IoMa B CpoK. B paHHeM Bozpacte
OTMEYAJIOCh OTCTABaHHWE B IICHXOMOTOPHOM U pPEYEBOM
Pa3sBUTHH: CAMOCTOSITEIBHO Ccell B 8 Mecsiues, (Gpa3opas
peub chopmupoBaiack k 3 rogam 10 mecsimam. M3 anam-
He3a CeMbH M3BECTHO, YTO MaTh CTPaJaeT ayTOMMMYHHBIM
THUPEOUUTOM, THITOTHPEO30M, MUOTIHE U MOJJIMHO30M, a
TaKXKe MepeHecIIa OIepaIyio 10 OBOAY OIYXOJIH TOJIOB-
HOTO MO3ra. Y OTIia TMarHoCTHPOBAHBI ICOPHa3, apTPo3 U
THITONIAPATHPEO3.

Hcmopus 3abonesanus: B Bo3pacte 7 MeCsLEB PeOCHOK
OBUT TOCHUTAIM3UPOBAH B KIIMHUKY Xa0apoBCKOro ¢u-
nmuana JJHI[ @I — HUM OMu/l. [Ipu noctynneHuun
MPEABSBISUINCH KaJ00bl Ha MONEPXUBAHHUE M 3aTSHIKHON
JarouMi Kaiens. Ha ocHoOBaHMM KOMITJIEKCHOTO 00cIie1o-
BaHMs ObUI BepH(DHUIUPOBAH BUPYCHO-OAKTEpUATBHBIN
OpOHXUT 3aTsDKHOTO TeueHusi. [Ipu mpoBeqeHUH HHCTPY-
MEHTaJIbHOTO CKPHHHUHT'A 10 JIAHHBIM YIIBTPa3BYKOBOIO HC-
CJI/IOBaHMSI OPT'aHOB IIIEH U CPEAOCTEHHS ObLIa BBISIBIICHA
THUITOTIIA3UsT BUIOYKOBOM JKkese3bl (CyMMapHBI 00beM —
3,4 cM?), mapaluToBUAHBIC XKele3bl ¢ 00EUX CTOPOH He JIo-
rpoBaiuck. [1o pesynsraram sxokapauorpaduu Oblia 00-
Hapy>XeHa JOTOJHUTENbHAs XOpJa JIEBOTO JKEeJIyJI0uKa;
aopTa M a0pTaJIbHBIN KJlaraH — 0e3 MaToJI0rn4eCcKuX n3Me-
HEHHH.

B nocneyromem nanyeHT nepeHec msTh SMH30/10B Jie-
BOCTOPOHHEH ITHEBMOHUH, TPEOOBABILIUX €KETOJHOM roc-
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nuranuzanuy. TedeHue MOBTOPHBIX OCTPBIX PECHHPaTOp-
HBIX 3a00JICBAHMI PETYISPHO OCIIOKHSIOCH OPOHXO-
0OCTPYKTHBHBIM CHHJIPOMOM.

B 4 roma 6 MecsitieB ObLT YCTaHOBIICH JHArHO3: «OPOH-
XHaJIbHasl aCTMa CPEJIHEIl CTEeIEeHU TSKECTH, NEPCUCTH-
PYIOLIEro TEYEHUs», 0a3MCHOE JIEYeHUE IPOBOJHMIOCH
CEpPETUJIOM.

IIposedennoe ummyHonocuieckoe ucciedoganue: nei-
koruThl 6,0 x 10° /1 (pedepencusiii uatepsan 5,0-12,0 x
10%/1), IgA — 0,42 r/n (npu pedepeHcHbIX 3HaYeHMsX 0,52—
3,12), IgM - 0,31 1/n (0,58-1,0), Ig G — 6,44 r/x (3,5—
14,9), Ig E — 277,5 ME/mn (vopma g0 70); LIUK — 8 y.e.
(pedepencnoe 3nauenue 13-27). [Ipu ummyHoeHOTHIH-
poBaHuK JUMQPOIMTOB aOCOIIOTHOE YHCIIO JICHKOLUTOB
(CD45"%) cocraBuio 2460 kin/mkin. OTMedasics HOpMaiib-
HBI OTHOCHTENIbHBIA ypOBeHb 00X T-IUMQpOIUTOB
(CD3*/CD45%) — 57% (pedepencHblit unTepBai 55—84%)
npu abconotHOM coaepskanun CD3* 1407 ki/mkn (690—
2540). IIpu 5TOM BBISIBJIEHO CHUKEHHE OTHOCHTEIHLHOTO
kosimaecTsa T-xenmepos 10 22% (pedepeHcHoe 3HaueHne
31-60%) mpu coxpaHHOM UX aOCONIOTHOM yucie — 537
ki/MKI (410—1590). OcrasbHble MOKa3aTeIi HaXOAUIHCh
B IIpeieniax pedepeHCHbIX 3HaYeHui: T-1uToTokcnyeckne
numpornutel (CD3"CD8*) — 31% u 763 kiu/mki (190—
1140); ny6nupyromue T-xnetku (CD3*CD4°CD8") — 4
kia/min.  EcrectBennbie  kwutepsl  (NK-kierkw,
CD16'CD56") cocraBuiu 21% (5-27%) u 507 /MK
(90-590); B-nmumdonutst (CD19%) — 19% (6-25%) u 470
K1/MKI (90—-660). bbuta 3adrkcupoBaHa ruIoMMMYHOIIIO-
OynuHemus kiacca A, T-xennepHsld 1eULInT.

B obwem ananuse kposu: nerkas ro3unoduaus — 0,43
x 10° /n (mpu pedepercHbix 3nauenusx 0,02—0,30 x 10°
/1), HU3KOHOPMAJIBHOE KOJIMYECTBO TPOMOOITUTOB — 160 X
10° /71 (mpu pedepercHbx 3HadeHusAx 150-400 x 107 /m).

B 6uoxumuueckom ananuze kpogu. BBISBICH YyPOBEHb
ob1ero Kanpiust 2,2 MMOb/I (pedepeHcHOe 3HaYeHue
2,15-2,50 MMOJIB/11), HOHU3UPOBAHHOTO Kasbius — 0,86
MMoub/1 (pedepeHcHoe 3Hadenue 1,03—1,23 mmoub/i),
¢dbocdopa — 1,8 mmons/n (pedepercHoe 3naueHue 1,29—
2,26 MMOJIB/1).

C uenbro auddepeHIranbHON THAarHOCTUKY MAIIUCHTY
OBLIO MPOBEICHO 00CIIEI0BAaHIE HA MYKOBUCIIU03: IHar-
HO3 OBIJI UCKJIIOUEH Ha OCHOBAaHWU HOPMAJIbHBIX TTOKa3a-
TeJel XJI0pUIOB 1oTa (22 MKMOJIB/JI ITpu Macce poOsl 140
mr). IIpu III[P-uccienoBaHuM Ma3KOB U3 HOCOITIOTKH
JHK/PHK nHeBMOTpOIHBIX BO30OyIUTEICH HE BBISBIIS-
Jich. JaHHBIX 32 COIMYTCTBYIOLIYIO MATOIOTHIO IIIUTOBH/I-
HOI1 Jkesie3bl He ObLI0 Toiy4eHo. [opMoHanbHbIi npod b
COOTBETCTBOBAJI COCTOSIHHIO 9yTUPE03a: YPOBEHb THPEO-
tponHoro ropmoHa (TTI") cocrasun 2,12 mEn/n, cBobon-
Horo TupokcuHa (T4 cB.) — 12,9 nmous/it; ayToanTuTena K
TKaHU IIMTOBUIHOM kee3bl He 0OHapyxeHbl. Ha ocHoBa-
HUU CTOMKOTIO CHID)KEHHUs ypoBHe#l mapartropmona (1,41
IIMOJIB/J1) ¥ MOHU3UPOBAHHOTO KaJbLUs Y MalleHTa ObLI
Bepuduuuposan runonaparupeo3 (MKb-10: E20.9).

YuuTeIBas CTONb JINTEIbHBIN PECIIUPATOPHBIN aHAM-
HE3, JUIs1 UCKJIFOUEHHMST BPOXKJIEHHOT'O ITOPOKA Pa3BUTHSI JIeT-

150

Kux pedeHok B Bo3pacre 10 sier Obu1 00cienoBan Ha Oase
xupyprudeckoro oraenenus KI'bY3 «/lerckas xpaepas
kiuHu4Yeckas oonpHuay uM. A.K. [norpoBnya Mun3 -
paBa Xabapockoro kpas (T. Xabaposck). [To pesynsratam
MYJIBTHCITIPaIbHON KOMITBIOTEPHOU TOMOTrpaduy OpraHoB
IPYJHOM KJIETKH U 11e ObLI BepU(UIIMPOBAH MOPOK pa3-
BUTHSI IbIXaTEIIbHON CHCTEMBbI: BPOXK/ICHHBIN CTEHO3 HUXK-
Hell Tperu Tpaxeu Il crenenu, cy:xeHue IpocBeTa TOPTaHu,
a TaKk)Ke aHOMaJIUsl BETBJICHHUs OPOHXHAJILHOTO JepeBa —
TpaxeajbHbIl OpoOHX (cemapauus S, MpaBoro JIErkoro B
Tpaxero). Kpome Toro, BuU3yanm3upoBaHa KHCTa JIEBOM
JIOJIY IIUTOBUTHO# skenie3bl. [Ipu OpoHxockonun J0KyMeH-
THPOBAHBI: TpaxeoMassilus | CTemeHW, TpaxeasbHBIN
oponx crpasa. [lo nanubiM Gubdpos3z0daroracTpoayoie-
HOCKOIIMH OBLJI BBISIBJIEH peQIIIOKC-330(arur.

B 2022 rony, B Bo3pacte 14 et namueHT Obl1 00cIie-
noead B HMMUL] snnokpunonorun um. akagemuka M.1M.
Henosa Munsnpasa Poccuu. IIpy ocMOTpe BBISIBIIEHBI OCO-
OeHHOCTH (heHOTHIA (CTUTMBI IM39MOPHOTeHEe3a): UCILIa-
CTHYHbBIE YIIHbIE PAKOBHUHBI, IPUPOCIINE MOYKH YIIEH,
MUHJAJIEBUIHBIN pa3pes miasHelx 1enei. [Ipu nurorene-
THYECKOM HCCIICJOBaHUM JTUM(OIIUTOB TIepUPEPUICCKOIM
KPOBU OIpEJESIeH HOPMaJbHbI MY)KCKOW KapHOTHUIN —
46,XY. CeleKTUBHBIM CKPUHUHI Ha HACJIEACTBEHHBIE 00-
ne3nu oomena (HBO) nanHbIX 3a HACICICTBCHHBIC aMU-
HOAIMJOMATUHU He BBIABWI. IIpu sH3MMOIMarHocTuke B
naboparopun HBO mokasaresnu akTHBHOCTH JIN30COMAITb-
HBIX (DEPMEHTOB HAXONMJIKCh B Mpejeaax pedepeHCHbBIX
3HaveHuil. J[narno3 rumnomnaparupeos3a ObUT IOATBEPHKICH.
B kauecTBe MaroreHeTUYECKOM Teparnuy Ha3HaveH aibga-
KaJIbIUI0JI B CYyTOUHOM 03¢ 0,5 MKT € MOCIeIyOIIUM MO-
HUTOPUHIOM YPOBHS KaJIbIMsi B KpoBU. Takxke B cxemy
JiedeHus: ObUI BKJIIOYEH XOJEKaJIbIU(EPO B JO3UPOBKE
2500 ME/cyTku.

B 2024 r. B naboparopuu MOJIEKYJISIPHON MaTOJIOTUH
000 «I'ernomeny (r. MockBa) ObUIO TIPOBECHO TIOJHOTE-
HomHoe cexBeHupoBanue JIHK. Io pesynsraram FISH-nc-
ciieioBaHus Oblla OOHapy»KeHa jienerus peruona 22q11.2
B T€TEPO3UTOTHOM COCTOSIHUHU, YTO COOTBETCTBYET HEIOJ-
HoMy cuHzapomy Ju Jxopmku (42.2.82).

B 2025 r. manment 0611 06cnenosan B ®I'BY «HMUL]
JAI'ON um. JImutpus PoraueBa» MunsnpaBa Poccun.
bbu10 poBeIeHo Hccnea0BaHle C IPUMEHEHUEM YHUBEP-
callbHBIX MapkepoB T- u B-kiieTouHbIX IMMYHOIEPUIIMTOB
— TREC (T-cell receptor recombination excision circles) u
KREC (kappa-deleting recombination excision circles). [To
€ro IaHHBIM BBIABIEHBI cieaytomue yposau: TREC — 19,5
konuii/ 103 neikoruToB (pedepeHcHblit uHTepBan 533—
2599), KREC — 2002,4 xonwuii/10° neiikouuTtoB (pede-
peHcHbIN nHTEpBan 162-2900). [TonydeHHBIE pe3ynbTaThl
MOJATBEPIUIIN IMArHO3 IEPBUYHOI0 MIMMYHO/IE(DUIIUTHOTO
COCTOSIHUS ¢ M30MpaTenbHbIM neduiuroM T-uMdouuToB.

[MarueHT MOCTOSIHHO HAOIFOIAETCSI MHOTOITPODIITIBHOM
KOMaHJION CIIeI[HATMCTOB: HEBPOJOTOM — C JHATHO30M:
«pe3uyanbHas sHIedasonaTis ¢ KOrHUTUBHBIMH, TIOBE-
JICHY€CKUMH, KOMMYHHUKaTUBHBIMU HapyIICHUSIMH, OTCTa-
BaHHUE B IICUXOMOTOPHOM Pa3BUTHHU, HapyILIEHHE MEJIKOH



FBionnemens pusuonozuu u namonozuu
ovixanus, Buinyck 101, 2026

Bulletin Physiology and Pathology of
Respiration, Issue 101, 2026

MOTOPHUKH, MOTIEPXUBAHUEY; FHTOKPUHOIOTOM — C JIHar-
HO30M: «THIIOIUIa3Usl TUMYCa, THUIIOMAapaTUPE03 CUHAPO-
MaJIbHBII»; TEHETUKOM — C THaTHO30M: «CHH/IPOM JIENEIHH
xpomocomsl 22q11.2 (curapom [Qu Jlxopaxu)» (Kof mo
MKB-10: Q93.5 apyrue nenenuyd 4acTH XPOMOCOMBI);
MyTbMOHOJIOTOM — C JIHAarHO30M: «BPOKJICHHBIN MOPOK
Pa3BUTHS TpaxeH, TpaxealbHblil OpPOHX BEpXHEH 1011 mpa-
BOTO JIETKOTO»; OKYJIUCTOM — C IMATHO30M: «TUIIEPMETPO-
MUYECKUI aCTUTMAaTH3M, aMOJHONHKS CIIab0i CTEIEHNY,
aJJIepProsI0roM-UMMYHOIOTOM — C AUATHO30M: «IIEPBUYHOE
UMMYHOe(DUIIUTHOE COCTOSIHHE, OpPOHXMAJIbHASL aCTMa,
CE30HHBIN AJIJICPrUYE€CKUI PUHUT»; OPTOLEIOM — C Juar-
HO30M: IIOCKOCTOITNE, BapycHas aedopmaius HIKHUX
KOHEUHOCTEI»; peBMATOJIOIOM — C THaTHO30M: «BACKYJIHT,
OTPAHUYEHHBIM KOXEi»; IeMaTojoroOM — € JUarHO30M:
«XpoHHuecKas TurMeHTHast myprypa [llambepra (remop-
parndecKkuii BAaCKyJIHUT)»; TaCTPO3HTEPOIOTOM — C JHArHO-
30M:  «ractpos3odaranbHo-pedirokcHas — 00Jie3Hb,
peduttokc-330(harut A CTCICHBY.

B HacTosiiee BpemMsi cOMaTUYECKUI CTATyC NallMeHTa
ocraercsi crabmibHBIM. OIHAKO B TMHAMHKE OTMEYaeTcst
MPOrpecCUPOBaHNE KOTHUTHBHBIX M TIOBEIEHUECKUX Hapy-
HIEHUH, a TaKOKe JeKOMITeH Al IICUXUYECKOro CTaTyca B
BUJIe MaHU]ECTALMK TPEBOXKHOTO PACCTPOICTBA, UTO IO~
HOCTBIO COIVIACYETCS C €CTECTBEHHBIM TE€UEHUEM JJAHHOTO
TeHETHYECKOr0 CUHApPOMa.

Oobcy:xaenune

Ha ceronusmmmii nens onrcano 6oiee 190 cuMnToMoB
3a0o0IeBaHMsI, KOTOPbIE MOTYT 3aTParuBaTh MPaKTHIECKU
BCE OpraHbl ¥ CUCTEMBI peOCHKa, YTO 3aTPyAHSCT AUArHO-
ctuky cuaapoma Ju Jlxxopmku [7]. Kpome atoro, KinHu-
YeCKHe MNPOSIBJICHHUS CHHIPOMA IIMPOKO BapbUPYIOT B
pa3Hble BO3pacTHbIE EPHOBI [8].

B onmcaHHOM KJIMHHYECKOM HAOJIOICHUN TO3HETO
BBISIBJICHUSI [TATOJIOTUH BEPUPHUIIMPOBAHA TETEPO3UTOTHAS
JIeTIeIIUsI JIOKyca 22-1 XpOMOCOMBI, 4TO COOTBETCTBYET He-
noiHo# dopme cunapoma Jn xopmku [9]. Knaccude-
CKUH ()EHOTHI JaHHOTO CHMIITOMOKOMILICKCA BKIIIOYACT
AQHOMAJTMH JIMIIEBOTO CKeJleTa (paciieIMHy TBEpIoro Heba),
BpoXACHHEIN mopok cepama (BIIC), mmmyHOmepumuT
BCJICJICTBHE THIIO- WM aIlUIa3ud TUMYCA, & TaK)Ke TUIO-
KaJIBIIIEMHIO KaK Pe3y/IbTaT HeAOPa3BUTHSI ITaPAIIUTOBH/I-
Hbix kene3 [10]. Ilpm  orcyrcrBuM  yKazaHHOM
MaHn(pecTaln 3a00JIEBaHUE PEJIKO PACIIO3HACTCS B PaH-
HEM BO3PacTe, YTO IPUBONT K BEIPAYKEHHOM 3a/IepiKKe Be-
puUpUKanIMM  HO30JOTMH.  BBHAYy  BBIpaKEHHOTO
KIIMHUYECKOTO TTOTMMOp(H3Ma KPUTHIECKH BaYKHO HAKaIl-
JUBATh JIaHHBIC, CIIOCOOCTBYIOIIME CBOEBPEMEHHOMY
CKPUHMHTY U BBIsIBIEHHIO cuHapoMa lu Jxopmku, oco-
OEHHO ITPH €T0 CTEPTHIX M aTUINYHBIX (hopMax.

BbIpaykeHHBIH KIIMHNYECKUH TOTMMOP(H3M CHHAPOMA
Ju J[Xop/uKn TUKTYyeT HeOOXOANMOCTh MepCOHATU3UPO-
BAaHHOTO IMOAX0/1a K TEPANNH C MPUBJICUCHUEM MEXIHC-
LIUIUTMHAPHON KOMaH/bI crennanucToB. CeMbH TakuX
MIAIMCHTOB HYX/IAIOTCS B TMHAMHYECKOM KOHCYIBTHPOBa-
HUH, TTOCKOJIBKY CIIEKTP METUINHCKHUX U peaOMINTaIlOH-
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HBIX 3a/lau 3aKOHOMEPHO TpaHchopMHUpyeTcsl 1o Mepe
B3pocieHus pederka. [lupora heHOTHITHYECKOTO CIIeKTpa
U TeTEPOXPOHHOCTh MaHU(ECTAH CUMITOMOB HCKIIFO-
Yal0T BO3MOKHOCTB TOYHOT'O JIOJITOCPOYHOTO IPOTHO3UPO-
BaHUsA YpPOBHA (byHKIJ,I/IOHl/IpOBaHI/IH 1 UHBaJIMJAW3allUU B
Ka)KZI0M KOHKPETHOM ciiydae. B cBsi3u ¢ 3TM 000cHOBaHO
BHCAPCHUEC KOMIIJICKCHBIX IPOTOKOJIOB BEACHUA, OXBAThbI-
BAIOIINX KaK OOJUraTHbIC, TaK U (aKyJbTaTHBHbIC IPO-
sBieHus  matojorud.  CucTteMaTHYeCcKUd — aHaIu3
KJIIMHUYECKOM KapTUHBI C y4ETOM CUCTEMHOIO Xapakrepa
MOpa)XeHHsI, CBOEBPEMEHHOE MOJICKY/IIPHO-TE€HETHYECKOE
TECTUPOBAHUE, A TAKIKE paHHEEe Ha4YaJIo TapreTHOW U CHMII-
TOMAaTHYECKOMH TEepanuru MO3BOJIAIOT MPEAOTBPATUTDL KU3-
HEYTPOXKAIOLIME OCJIOKHEHHUS, CYIIECTBEHHO MOBBIIIAS
Ka4eCTBO KHM3HU U IIOTCHIIMAJI COL[HaHI:HOﬁ agarnranuu
nun ¢ neneuueit 22q11.2 [7, 11].

OTOT cilyyail HarISIIHO HIUIIOCTPHUPYET, HACKOJIBKO
TPYAHO BOBPEMSI PACIIO3HATH BPOXKACHHYIO TEHETUUECKYIO
MaToJIOTrvIO IMpHr €€ aTUIIMIHOM HUJIM CTCPTOM TCUCHUU. OT-
CYTCTBUC KITACCUYCCKUX MATOTHOMOHNYHBIX MAaPKEPOB 3a-
OoneBaHMs B COYETAHHUHU C MIPeodiIalaHueM MaCKUPYIOIIEeH
UHTEPKYPPEHTHOM IIATOJIOTHU CYLIECTBEHHO CHUXKAET JIU-
ArHOCTHYECKYIO0 HACTOPOKCHHOCTh Bpaucii M MPUBOIUT K
OTCPOYEHHOI! I0CTAaHOBKE BEPHOI'O AMATrHO3a.

3akJouenune

[TpencraBieHHOE KIMHUYECKOE HAOIIOJEHHUE MILIIO-
CTPHUPYET TPYIHOCTH BepHU(HKAIMKH HEIMOJIHON (HOPMBI
cunapoma [{u JIKOpIKU B peaJlbHOM KIMHUYECKOM Mpak-
Tuke. HecMOTpsi Ha HanM4Ke y MayeHTa pa3BepHyTOro
CUMIITOMOKOMIUIEKCA, BKJIIOYAIOIEr0 TUIONapaTHpeos,
THUITIOIUIA3UIO TUMYCA C paHHel MaHupecTanueil KoOMOUHM-
POBaHHOTrO MMMYyHoJepHINTA (TOBTOPHBIE THEBMOHHH,
4acThle OCTPBIE PECUPATOPHBIE BUPYCHbIE HH(EKLIUH C
OOCTPYKTHBHBIM CHHJIPOMOM, OpoHXHallbHas actMma, T-
XeJINEePHBIN Ae(UINT, THITOMMMYHOIIOOYJIMHEMHS Kjlacca
A), a Tarxke TPOMOOIUTOIICHHIO C TOCICAYIOIINM Pa3BU-
THEM BacKyluTa U crienn(puieckre 0COOCHHOCTH JIUIe-
BOTO 4epera, IepHoJl JI0 YCTaHOBJICHHS OKOHYATEIbHOTO
Jquarnosa cocrtasui 6osee 10 ner. KiroueBasi ciioxHOCTB
JTAHHOTO ciiydasi 00yCJIOBIE€HAa OTCYTCTBHEM OAHOIO U3
OOJIUraTHBIX MPOSIBICHHI NAaTOJIOTHH — BPOXKJEHHOTO I10-
poKa cep/iiia — Ipy OJIHOBPEMEHHOM HaJIM4YMH IIOPOKa pa3-
BUTHsI OPraHOB JIBIXaHMS, 4YTO CMECTHUJIO BEKTOp
JIMarHOCTUYECKOTO MOKUCKA U MPHUBEJIO K Bepu(UKaIUU
cunapoma Jlu JKOpIKK TOIBKO B 15-7€THEM BO3pacTe.
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