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[To nmanubIM Achiron um coaBTOpoB, uUieHTH(DUKA-
LMs TpaBoOd JyTM aopThl BO3MOXHa MPHUOIU3NUTEIb-
Ho y 0,1% mutonoB B rpynme OepeMeHHBIX C HU3KUM
NEPUHATAIBHBIM PUCKOM, IIPH COOJIIOACHUHU YCIIOBUS
CHUCTEMAaTHUYECKONW OLICHKH YJIBTPa3BYKOBOI'O Melua-
CTHHAJILHOI'O cpe3a cepilla uepe3 Tpu cocyaa (1yry
A0PTBHI, JJETOYHYIO apTePHUI0, apTepUaTbHBII TPOTOK) U
Tpaxero [1]. B Hacrosiee BpeMs cooOlIeHui o mpe-
HaTaJbHOW IMarHOCTHKE IPaBOM AYIrW aopThl B Iep-
BOM TpUMeECTpe OEpeMEHHOCTH [OCTATOYHO MaJo,
OIMCaHBl eIMHUYHBIC ciiydan [2—5]. B Gonee paHHUX
nyOIMKanusx cooduaercs 0 peTpOCIEeKTUBHOM aHa-
JU3€ BUAC03aIKCEH, B X0J1€ KOTOPHIX ObUIN BBISIBIICHBI
cilydan OOHapy>Ke€HHs! IPaBOM Iyru aopThl B IEPBOM
TpuMecTpe GepeMeHHOCTH [6].

B GonbmmHCTBE MOCIEAHNX MyONUKaui OMUCaHbI
CpelHHe CPOKU AMArHOCTUKU Ha 20-24 Henene BHY-
TpuyTpoOHOTO pa3sutus [7—12]. B kauecTBe mpumepa
mpeuiaraeTcs JOrn4eckasl MOAesb MOCIeA0BaTeIbHO-
CTU JI€MCTBUH Ha OCHOBE 3aKOHYEHHOIrO Ciydas paH-
Hell auarHoctuke npasoit nyru aoptel (I1/1Ao). Juar-
HOCTHKA JJaHHOW MATOJIOTUHU B IIEPBOM TpUMecTpe Oe-
PEMEHHOCTH, YYUTBHIBasi MUPOBOH OIIBIT, IPEAIIONAraeT

KaKyI0-TO JIOJII0 COMHEHHS B TIPABHJIBHOCTHU IHarHo3a.
[IpeononeB 3Tu COMHEHMsS U, 3HAs U3 JUTEPATyPHBIX
HMCTOYHUKOB O CBSI3M JJAHHOM MMaTOJIOTUU C BHYTpHUCEp-
JICYHBIMU aHOMAJIUSIMH, TAKUMH, Kak cUuHApoM [layHa
Y MUKPOJIEIEIIMOHHbBIE CHHPOMBI, TIIaBHBIM 00pazom
22ql11.2 [6,13—17] u enIMHUYHBIMH COOOIICHUAMH O
16p11.2,4q34.1, 9q31.2, 6p21.31p21.2 [4], a Takxke 0
BO3MO)KHOCTH TIOJYYEHUs CIOKHBIX I MOHMUMAaHMS
JTAHHBIX U BapUAHTOB C HEYTOYHEHHBIM KIIMHUYECKIM
3HaueHHEeM [12], HE0OXOAMMO TPHUHSATL PEIICHUE 10
JanbHene taktuke. MHTyunus, jJ0oruka U 3HaAHUE
TEMBbI MOoACKa3bIBaloT, 4To Hanuuue [1JIAo — 3to Bce-
TO JIUIIb PHCK XPOMOCOMHOM MATOJOTHH, COCTABIISIIO-
it 5,2% [12,18]. [IpakTtudeckn Bce McciieoBaTeIn
co00mIaroT 00 OTCYTCTBUM MHKpoaenenun 22ql1.2 B
ciydasx u30iaupoBaHHOro oOHapyxkeHus [1/1Ao (kor-
Jla TIPOBOJIMJIACh OLIEHKA HE TOJBKO JOMOIHUTEIbHOMN
CeplIeYHON MATOJIOTHH, a BceX cucteM opraHoB). [lo-
HATHE «A30JMPOBAaHHAs IIPaBas AyTra a0OPThD C PHCKOM
mukponeneruu 22q11.2 ot 8 go 24%, B OTACHBHBIX
myOIMKanusaX, BbI3bIBACT COMHEHHE, T.K. MPOBOAH-
Jach OIEHKA TOJIBKO MHTpakKapAHajJbHOM MaTOJOTHU
[6, 19]. YuutreiBasg, 4TO MHUKPOMAaTpPUYHBIN aHAINU3
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Ha CErOJHSIIHUHN JeHb, NeQUUIUTHBIA U JOPOrOCTOs-
MUK pecypc Ui OONBIIMHCTBA KAaTETOPUI I'paxaH,
a meton FISH mmeer orpannyenuns, T.K. JUarHOCTHKA
MIPOBOANTCS HAa KOHKPETHYIO TaTOJIOTHIO, HE TIO3BOJIAA
UCKJIIOYUTH aHOMAJIMIO B HE HCCIIEIYEMBIX y4YacTKax,
HEOOXOIMMO CBECTH BCE PHUCKH K MUHUMYMY KauecT-
BCHHOM YJIBTPAa3ByKOBOM AMArHOCTUKOHM, HCKIIIOUUB
BCIO HHTPA- U KCTPAKapIUaJIbHYI0 IaTOJOTHIO.

Cpoxu 1epBoro TpUMeCTpa OTHOCUTENIBHO BTOPO-
ro TPUMECTpa MPEACTABISIIOTCS MEHEe TPYAOEMKHMHU
u Oojee «OmaromapHbIMH» Ul BBISBICHHS CIIEKTpa
aHoManui npu cunapome JlayHa: yBeauueHue TOJILHU-
HBI BOPOTHUKOBOTO MTPOCTPAHCTBA, OTCYTCTBHE BH3Yya-
nu3anuu/runomnnazud HK, peBepcHBIl KpOBOTOK B
BEHO3HOM IPOTOKE, TPUKYCNUJAIbHAS PErypruTanus,
€IMHCTBEHHAs apTepHsl MyIOBHUHBI, BPOXKICHHBIN 1O-
POK cepaua, T.e. 3TO Ha0Op NaTOJOTHYECKUX H3MEHE-
HUH, a He eIMHCTBEHHAs aHOMaJHs (3TOT CIEKTp To-
paszio Jierye OIeHUTh 110 CPABHEHHIO CO CIIEKTPOM Ia-
TOJIOTHH BTOPOTO TpUMecTpa OepeMeHHOCTH). CIIeKTp
naroyoruit pu 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, g0moiHUTENHHO, TIO TaHHBIM
nyOnuKanuii, B 3aBUCUMOCTH OT CPOKOB OepeMEHHO-
CTH, BO3MOJKHBI: YBEJIMUYCHHE TOJIIMHBI BOPOTHUKO-
BOTO TPOCTPAaHCTBA/IMICHHONW CKIAJIKU, oMdalolere,
KOCOJIANIOCTh, MATOJIOTUS TIOJOBBIX OPTaHOB M TMOYEK,
aHallbHAs aTpe3ust U arpe3ud nuiuesona [12, 14-17].
[TocnenoBaTenbHO HCKIIIOUUB JIMIIEBBIC aHOMAJIUH,
MapKepbl XPOMOCOMHOW MaTOJIOTHH W THIOIIa3uio/
aruIasuio THMycCa, JIOTMYHO CJeNIaTh 3aKJIIoueHue o
Hannuuu u3onupoBanHoi [1[{Ao, yto Tpebyer ToIb-
KO JOpOIOBOI KOHCYJIbTallUM JETCKOTO KapAHOXH-
pypra, T.K. IpX JaHHOH IATOJIOTUU BO3MOXKHO CHIaB-
JICHWE Tpaxeu W MUIIEBOJIA, BBI3bIBAIOIIEE CUMIITOMBI
KOMITPECCHH, TaKue Kak: Aucharus, CTpUIOp, XPHUIIBI
U pELUIMBUPYIONINE MHPEKIUH BEPXHUX AbIXATCIb-
HBIX ITyTel. Takyke BO3MOXHBI IMAHO3 U OOCTPYKIUS
JIeBOM aOeppaHTHOW MOAKITIOUMIHON apTepHH, YTO B
4,6% [18] — 17,1% [11] cmygaeB TpeOyeT Xupypru-
YECKOTO BMEIIATEIbCTBA.

Kakue xe ocobennoctu auarHoctuku I1J[Ao B
nepsoMm Tpumectpe? IloayduB BMECTO cTaHJIapTHO-
ro mzobpaxkenus V-zHaka U-oOpa3Hoe COeIUHEHHE
AOpThl C apTepHaIbHBIM MPOTOKOM HEO0OXO0AMMO
TIIATEIBHO MPOaHAJIU3UPOBATH BCE OPraHbl M CH-
CTEMBI MJI0Ja, B 0COOCHHOCTH COCTOSIHHE THUMYca,
HCIIONB3YS BCE CIIOCOOBI MX paHHEH omeHKH. MTax:
Cardiac abnormality — nuarHocTHpys TpaByIo
nyry aoptel (puc. 1 a), He0OXOAUMO yOEIUTHCS B
OTCYTCTBHMH JIOTIOJHUTENBHBIX aHOManuii (puc. 1 O,
HOPUBOAMUTCS TOJIBKO 4-KaMEepHBIH cpe3, T.K. OCHOB-

RIC6-12-D/OB
4.2cm/1.9/35Hz

Ml 0.6
Tis 0.1

AVA-PETER St PETERSBURG

D13307-17-03-16-3 GA=12w0d 16.03.2017  17:29:43

1.Tr
Har-hi

Gn

Puc. 1 a.bepemennocts 12 nen., U-o0pa3Hoe coeHeHue Mpa-
BOIi TyTH a0PTHI C JeBBIM apTepPHATBHBIM MPOTOKOM
BOKPYT Tpaxen

MI 0.7

AVA-PETER St. PETERSBURG
17:14:06

D13307-17-0: 16.03.2017

Puc. 1 6.bepemenHocTs 12 Hed., HOPMAJIBHBINH 4-KaMepHbIi
cpe3 cepana

MI 0.9 AVA-PETER St PETERSBURG

16.03.2017

Puc. 2. Bepemennoctsb 12 Hel., HOMaJbHbII NPoQUIIb I10/A.
TBII 1 MM, nporeHnYecKoe COOTHOIIEHUE YeJIIOCTei,
JINHHA BepXHeii yesiocTH 0e3 pa3pbiBOB

¢ VISUALIZATION IN MEDICINE

TOM 2 Ne3 2020

elSSN 2658-6592



10

0b30Pbl / REVIEWS

AVA-PETER St. PETERSI
16.03.2017  17:02
z 1.Tr

Ha

He opouT

MI 0.7
Tls 0.1

AVA-PETER St. PETERSBURG
16.03.2017 172

R

D13307-17-03-16-3 GA=12w0d

bBepemenHocTs 12 Hel., momepeyHoe cedeHUe Ipya-
HOM KJIeTKH, BUJeH NapajjejbHblil X01 BHYTPEeHHUX
TPYAHBIX apTepuii, YTO CBUAETEIbCTBYET 0 HOPMAJIb-
HOM pa3mepe THMYca

AVA-PETER St PETERS!
16.03.2017
=

Puc. 5. BbepemeHHocTh 12 Hef., HONEepeYHOE ceYeHUE HA YPOB-
He aJIbBEOJISIPHOTO OTPOCTKA BepXHeH 4eq0cTH

CrpesikaMu 0603HA4YeHBI TPAHUIBI MPOIOJIBLHOIO pa3-
Mepa JIeBO# 10JIM THMYCA

Puc. 6.

Puc. 7. Crpenkamu 0003Ha4eHbI IPAHUIIBI IONIEPEYHOTO IHA-
MeTpa THMYca

Hasi MarHoCTHMKa NpeJCTaBleHa B Buaeo(aiiiax),
Abnormal facies, st 3TOro HCKIIOYaeM MHKPO-
reauro [22], pacmenuny TBepmoro Heba [23,24] B
CaruTTAJIBHOW MIOCKOCTH (pHUC. 2), a Takxke rias-
Hble aHOMAaJHuH, IIaBHBIM 00pa3oM T'HIEPTEIOPU3M
(puc. 3), T-cell deficit due to thymic hypoplasia —
TUIIOIUIA3HIO/ATIIA3HI0 TUMYCA UCKIIIOYaeM, UCIIOJIb-
3ysl pEeXHM IBETOBOIO JIOMIIJIEPOBCKOTO KapTHPO-
Banus [25] (puc. 4), Cleft palate — ucnonb3yercs
MOTIEPEYHOE CCUCHHUE HA YPOBHE AJIBBEOJISIPHOTO OT-
pocTka BepxHel dentoctu [24] (puc. 5).

W, xoHeuHo, cirydail He OyaeT 3aKOHYCHHBIM, €CITH
HEe MpoBeaeHo oOcienoBanne HoBopoxaeHHoro. [lo
JaHHBIM CIELHMAIUCTOB B O0JACTH MEAUATPHH, 5XO-
Kapauorpadus y HOBOPOXKICHHBIX SIBISICTCS HAJCXK-
HOM IMarHOCTHYECKOM METONMKOHN ISl MOCTaHOBKH
JIUarHo3a IpaBoil ayru aopTsl [26]. BrlmonHeHHbIe
HCCIIeIOBAHUS Cepalia U TuMyca (puc. 6, 7) HOBOPOXK-
JIEHHOTO MOJATBEPAMIIN TUAarHo3 U30JIUPOBAHHOM Ipa-
BOW IyT'd aOPTHI.
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