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[To nmanubIM Achiron u coaBTopoB, uaeHTH(DUKA-
LUs TpaBod JyTM aopThl BO3MOXHa MPHUOIU3NUTEIb-
Ho y 0,1% mutonoB B rpynme OepeMEHHBIX C HU3KUM
MEPUHATAIBHBIM PUCKOM, IIPH COOJIIOACHUHU YCJIOBUS
CHUCTEMAaTHUYECKOW OLICHKH YJIBTPa3BYKOBOI'O Mejua-
CTHHAJILHOIO cpe3a cepilla uyepe3 Tpu cocyaa (1yry
A0PTBHI, JJETOYHYIO apTepHUI0, apTepUATbHBII TPOTOK) U
Tpaxero [1]. B Hacrosiimee BpeMs cooOleHuit o mpe-
HaTaJlbHOW JIMArHOCTUKE MPaBOM AYru aopThl B Iep-
BOM TpHUMeECTpe OEpeMEHHOCTH JIOCTAaTOYHO Mao,
OTMCaHBl eIMHUYHBIC ciydau [2—5]. B Oonee paHHHUX
nyOIMKanusx cooduaercss 0 peTpOCIeKTUBHOM aHa-
T3¢ BUAC03AMKICEH, B X0J1€ KOTOPbIX ObUIN BBISIBIICHBI
cilydan OOHapy’>KeHHs! IPaBOM Iyrd aopThl B IEPBOM
TpuMecTpe GepeMeHHOCTH [6].

B GonbmmHCTBE NOCIEAHNUX MyONUKaUi OMUCaHbI
CpelHHEe CPOKM TUarHocTuku Ha 20-24 Henesne BHY-
TpuyTpoOHOTO pa3sutus [7—12]. B kauecTBe mpumMepa
mpeularaeTcs JJornueckas Moelb OCIeA0BaTeIbHO-
CTU JIECTBUN Ha OCHOBE 3aKOHYEHHOIrO Cilydas paH-
Heil nuarnoctuke npaBoit gyru aoptsl ([1/]Ao). duar-
HOCTHKA JJaHHOW MATOJIOTUU B TIEPBOM TpUMecTpe Oe-
PEMEHHOCTH, YYUThIBasi MUPOBOH OIIBIT, IPEAIIOIAraeT

KaKyI0-TO JIOJIF0 COMHEHHS B MPAaBUIbHOCTH IMarHo3a.
IIpeonomneB 3T COMHEHUS U, 3HAS U3 JUTEPATYPHBIX
HWCTOYHUKOB O CBSI3M JIAHHOH MMaTOJIOTUU C BHYTpHUCEP-
JIEYHBIMU aHOMAJIHSIMH, TAKUMH, Kak cuHApoM [layHa
Y MUKPOJIEIECIIMOHHbBIE CHHPOMBI, TIIaBHBIM 00pazom
22ql11.2 [6,13—17] u enIUHUYHBIMH COOOIICHUAMH O
16pl11.2,4q34.1, 9q31.2, 6p21.31p21.2 [4], a Takxke 0
BO3MO)KHOCTH TIOTYYEHUS CIOKHBIX /I TTOHUMaHUS
JAHHBIX U BApUAHTOB C HEYTOYHEHHBIM KIIMHUYECKIM
3HayeHueM [12], HeoOXoIMMO MPUHATH PEIIeHHe MO
JlanpHeWed Taktuke. MHTyunus, JIOTMKA U 3HAHUE
TeMBbI MOICKa3bIBalOT, 4yTo Hanuuue [1JJAo — 370 Bce-
TO JIUIIh PHCK XPOMOCOMHOM MATOJOTHH, COCTABIISIO-
it 5,2% [12,18]. [IpakTtudecku Bce McclieoBaTeIn
coo0marT 00 OTCYyTCTBUU MuKpoxeiennn 22q11.2 B
ciIy4asix M30JupoBaHHOTO oOHapyxenus [1JJAo (kor-
Jla TIPOBOJIMJIACH OLIEHKA HE TOJBKO JOTIOTHHUTEILHOM
CepACUYHON IMaTOJIOTHH, a BCEX CHCTeM opraHoB). Ilo-
HATHE «U30JIMPOBAHHAS MTPaBas [yTra aOpThI» C PUCKOM
mukpoaenenuu 22q11.2 ot 8 go 24%, B OTACHBHBIX
MyOIMKAIUsAX, BBI3BIBAET COMHEHHE, T.K. MPOBOJIU-
Jach OIlEHKa TOJIBKO WHTpaKapAHallbHON MaTOIOTHH
[6, 19]. YuureiBasg, 94TO MHUKPOMATPHUUIHBIN aHAIIN3
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Ha CErOJHSIIHUHN JeHb, NeQUUUTHBIA U JOPOrOCTOs-
M pecypc Il OONBIIMHCTBA KaTErOpUil I'pakIaH,
a meton FISH mmeer orpannyenuns, T.K. JUarHOCTHKA
MPOBOJUTCS HA KOHKPETHYIO MATOJIOTHIO, HE TIO3BOJISIS
UCKJIIOYUTH aHOMAJIMIO B HE MCCIIEIYEMBIX Y4YacTKax,
HE0OXOJIMMO CBECTH BCE PUCKH K MUHUMYMY Ka4yecT-
BCHHOM YJIBTPAa3ByKOBOM AMArHOCTUKOHM, HCKIIIOUUB
BCIO HHTPA- U SKCTpaKapIuaIbHyI0 MaTOJOTHIO.

Cpoxu 1epBoro TpUMecTpa OTHOCHUTEIBHO BTOPO-
ro TPUMECTpa MPEACTABISIIOTCS MEHEe TPYAOEMKHMHU
u Oonee «OIaromapHbIMI» JJIsi BBIABICHUS CIIEKTpa
aHOMaJIn# TIpu cuHapoMe [layHa: yBeJlIMdyeHue TOIIH-
HBI BODOTHUKOBOTO ITPOCTPAHCTBA, OTCYTCTBUE BU3Ya-
nu3anuu/runomnnazud HK, peBepcHbIl KpPOBOTOK B
BEHO3HOM TIPOTOKE, TPUKYCITUAAIbHAS PEryprUTallus,
eMHCTBEHHAs apTepHs MYIIOBUHBI, BPOXKIEHHBIH IT0-
POK cepzia, T.e. 3T0 HaOOp MAaTONOTUYECKUX H3MEHe-
HU, a HE CIUHCTBEHHAs aHOMaHUs (3TOT CHEKTp ro-
paszo Jerde OLEHUTH 10 CPABHEHHIO CO CIIEKTPOM Ta-
TOJIOTHH BTOPOTO TpuMecTpa OepemeHHOCTH). CIieKTp
natoyoruii mpu cuaapomax 22q11.2 (CATCH 22) npen-
CTaBJICH B camoil abOpeBmarype Hazpanus: Cardiac
abnormality, Abnormal facies, T-cell deficit due to
thymic hypoplasia, Cleft palate, Hypocalcemia due
to hypoparathyroidism, gomoNMHUTENHHO, TIO TaHHBIM
MyOUKaIui, B 3aBUCUMOCTH OT CPOKOB OEpeMEHHO-
CTH, BO3MOXKHBI: YBEJIMUYEHHE TOJIIMHBI BOPOTHUKO-
BOTO IMPOCTPAHCTBA/IICHHON CKJIaJKH, oMmdaiouere,
KOCOJIATIOCTh, ITATOJIOTUS MOJIOBBIX OPTaHOB W IMOYEK,
aHaJlbHAs aTpe3us U arpe3ud nuiesona [12, 14-17].
[locnenoBarenbHO WCKIIOYMB JIUIEBBIE aHOMAJHH,
MapKepbl XPOMOCOMHOMW IaTOJOTMH U TUIOIUIa3HI0/
aria3uio TUMYyca, JOTMYHO CIeNaTh 3aKII0YeHHE O
Hajgnanu u3onupoanHou [1JIAo, uro Tpebyer TOb-
KO JIOPOZOBOH KOHCYNIBTAIMK JETCKOTO KapIuOXH-
pypra, T.K. IpU JaHHOW MATOJIOTHH BO3MOXKHO CJIaB-
JICHWE Tpaxeu W MUILEBOJIA, BBI3bIBAIONIEE CUMITOMBI
KOMITPECCUH, TaKHE Kak: AucC(arus, CTpUI0p, XPHUIIbI
U pelUIUBHPYIOIIAE WH(OEKINH BEPXHUX AbIXaTelhb-
HBIX ITyTed. Takyke BO3ZMOXKHBI IIMAHO3 B OOCTPYKITHS
JIeBOi aGeppaHTHOM MOAKIIOYMYHON apTepuu, 4TO B
4,6% [18] — 17,1% [11] cnyuaeB TpeOyeT XUpypru-
YECKOTO BMEIIATEIbCTBA.

Kakue ke ocobOennHoctu auarHoctuku I1J[Ao B
nepBoM Tpumectpe? [loaydnuB BMeCTO CTaHIapTHO-
ro u3zobpaxenus V-zHaka U-oOpa3Hoe coequHEHHE
A0pTBHl C apTepPUAIBHBIM TMPOTOKOM HEOOXOJUMO
TIIATEJIFHO IPOAHATU3UPOBATh BCE OpPraHBl U CH-
CTEeMBI TIJI0JIa, B OCOOEHHOCTH COCTOSIHWE THMYca,
UCIIONIB3Ys BCE CIOoCcOObI MX paHHel oneHku. Mrak:
Cardiac abnormality — pmarHocTHpys NpaByIo
ayry aoptel (puc. 1 a), HeoOxoguMo yOenuThcs B
OTCYTCTBHH JIOMIOJTHUTEIBHBIX aHoManui (puc. 1 0,
MPUBOJNTCS TOJIBKO 4-KaMepHBIA cpe3, T.K. OCHOB-
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HE aJIbBEOJIIPHOI0 OTPOCTKA Bepxneﬁ YEJIHCTH

CrpesikaMH 0003HA4Y€eHbI TPAHHLBI IPOI0JIBHOIO pa3-
Mepa JIeBOoJi 1011 THMYCa

Puc. 6.

Puc. 7. CrpesikamMu 0003Ha4eHbI IPAHUIIBI ONIEPEYHOTO IHA-
MeTpa THMYca

Hasi JIMAarHOCTHKAa IIpeJcTaBlieHa B BHUJIeodaiinax),
Abnormal facies, st 3TOro HCKJIIOYaeM MHKPO-
reauro [22], pacmenuny TBepaoro Heba [23,24] B
CaruTTaJIbHON IIOCKOCTU (pHUC. 2), a TaKXke Tias-
HbIE aHOMAJHWH, TIIABHBIM 00pa30M THUIEPTEIOPU3M
(puc. 3), T-cell deficit due to thymic hypoplasia —
TUTIOTIIa3UI0/aNIa3ui0 TUMYCa UCKITF0YaeM, UCTIOJIb-
3ysl peXKHM IBETOBOI'O JIOMIIJIEPOBCKOIO KapTHpPO-
BaHus [25] (puc. 4), Cleft palate — ucmnonb3yercs
MOTIEPeYHOE CeYeHNEe Ha yPOBHE aIbBEOISIPHOTO OT-
pocTka BepxHel dentoctu [24] (puc. 5).

W, xoneuHo, ciayyaii He OyzneT 3aKOHUYEHHBIM, €CIH
HE MpOBEAECHO 00cienoBaHUEe HOBOpPOXKJIeHHOTo. Ilo
JIAHHBIM CICIHAIUCTOB B OONACTH TIEIUATPHUH, 3XO-
Kapauorpadus y HOBOPOXKICHHBIX SBISIETCS HAJIEXK-
HOU JAMArHOCTUYECKOM METOIMKON ISl MOCTaHOBKHU
JIUarHos3a IpaBoil ayru aopTsl [26]. BuimonHeHHbIe
UCCIIeI0BaHus cepala u Tumyca (puc. 6, 7) HOBOpOXk-
JIEHHOTO TIOJITBEPAMIN TUAarHO3 M30JUPOBAHHOM Ipa-
BOM JyTd aopThl.
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