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Cnyuaii 2unepmpuncuHozeHemMuu NpuU 4acMu4YHoli mpucomuu Xxpomocomol 13
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I'BY3 «CaxanuHckas obnactHaa KnuHuyeckasa 60nbHMLa»
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HeoHaTanbHasA runeptprncnuHoreHemMus (Npyi CKPUHUHIOBOM U PETECTHOM McciiefjoBaHUN B 21-28 fiHel X13HU B rpynne pucka) omkHa
pacLeHMBaTbCA He TOJbKO B KauecTBe ANarHOCTUYECKOro KpUTepUa MyKOBUCLIMAO3a, HO 1 Kak NPU3HaK Apyrix 3aboneBaHuni 1 COCTOAHNIA
Y HOBOPOX/IEHHOTO, B TOM YMC/le CTPYKTYPHbIX XPOMOCOMHbIX aHOMaJINIA. 3TO MOMOXET CBOEBPEMEHHO AVMArHOCTPOBaTb NaTONOMIO 1
KoppeKT1poBaTh neyebHble MeponprATUA B 6onee paHHeM Bo3pacTe. B cTaTbe onmncaH KNIMHUYECKUIA Cllyyaii rMnepTpUncHOreHeMun npu
4aCTUYHON TPUCoMUM 13 XPOMOCOMBbI. Takxe pacCMOTPEHbI BO3MOXKHbIE MPUYKHbI MOBbILEHVA UMMYHOPEaKTUBHOTO TPMMCKHA B pamMKax
HeoHaTa/lbHOro CKPMHWMHTa. [prBeAeHbl AaHHbIE PETPOCNEKTVBHOIO aHav3a CTopuii 601e3HN NaLMEeHTOB C rMNePTPUNCMHOTEHEMMEN.
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Neonatal hypertrypsinogenemia (in screening and retest) should be regarded not only as a marker of cystic fibrosis, but also as a sign
of other diseases and conditions, incl. structural chromosomal rearrangements. This will help to diagnose pathology in a timely manner
and correct therapeutic measures at an earlier age. The article describes a clinical case of hypertrypsinogenemia with partial trisomy
of chromosome 13. Various reasons for the increase in immunoreactive trypsin as part of neonatal screening are also considered. The
data of a retrospective analysis of the case histories of patients with hypertrypsinogenemia are presented.
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BeBepeHne

€OHATaJIbHBIN CKPUHUHT Ha BPOKIEHHBIC W (VJTN)
HacJIeICTBEHHbIE 3a00JIeBaHUST BKJIIOYAET MacCo-
Boe (6e30TOOpHOE) 00CcIeT0BaHUE HOBOPOXKAEH-
HBIX IJII paHHETO JOKJIMHWYECKOTO BBISIBICHUS THUX 3a-
0oJIeBaHMI1 U X CBOEBPEMEHHOTO JICYEHHUSI C 1IeJIbIO TTPO-
(bmITaKTUKY paHHE CMePTH Y MHBATMAN3anu geteid. Tem
He MeHee Bepu@UKaIUs IUarH03a HaCJIeICTBEHHBIX U

BPOXIEHHBIX 3a00JIeBaHUI 10 pa3BUTHSI CUMIITOMOB MO-
pOIi TIpeACTaBIISIET COOOM CIOXKHBIN JIMTEIBHBIN ITpOLIecC,
Y4aCTHUKAMU KOTOPOTO SIBJISIIOTCSI CaM MallMeHT U Bpauyu
KJIIMHUYECKOU 1 1a00paTOPHOI CITyXK0.

HeonaTanbHas runepTpUNCMHOTEHEMUS SIBIISIETCS UyB-
CTBUTEIbHBIM MapKepoOM MYKOBUCIMIO3a, HO HE CIIeLU-
uarbM. CorytacHO INTepaTypHBIM JAHHBIM ITOBHITIICHIE

MeoduyuHckas 2zeHemuka [Medical genetics] 2024; 23(5)

51



KPATKOE COOBLUEHUE

MeduyuHckas zeHemuka 2024. Tom 23. Homep 5

BRIEF REPORT

uMMyHopeakTuBHoro tpuncuHa (MPT) Moxer oTMevaThb-
Cs Y MPU APYTUX MaTOJOTMYECKUX COCTOSTHUSIX — HaMpU-
Mep Kak cuHapomax DaBapaca u. [laTay, mouyeyHast He-
JIOCTAaTOYHOCTb, BHYTPUYTPOOHbBIC MH(MEKIIMHU, Hecaxap-
HBIH MovyeuHblit nuadeT [1]. BropsiM aTanom odcaenoBaHus
MPY BBISIBJICHUW TUIIEPTPUIICUHOTUHEMUU SIBJISIETCST TIPO-
BEICHME ITOTOBOTO TECTa — «30JI0TOTO CTaHAapTa» TUATHO-
CTUKM MyKoBHUCIMA03a. OMHAKO U3BECTHBI CIydyau OTPHU-
LIaTeJIbHBIX ITOTOBBIX ITPOO IPU MOBBIIIEHHBIX 3HAYCHUSIX
WPT y HocuTeneit MmyTauuit MyKOBUCLIMIO3a U JaXe Y Ma-
LIMEeHTOB ¢ MaToreHHbIMU BapuaHTamu B reHe CFTR [2].
B cBs13u ¢ 5TUM noBbIlIeHHBIE pe3yabTathl UPT nipu pete-
CTOBOM UCCJIENOBAHNUU TPEOYIOT MOBBIIIIEHHOIO BHUMAaHMUSI
CO CTOPOHBI Bpayeid.

MeTopgb!

Omnpenenenue ypoBHs MPT y HOBOpOXXIEHHBIX B paM-
KaX HeOHATaJbHOTO CKPMHMHTA OCYIIECTBIISIIOCH C MC-
nosb3oBaHreM HabopoB Delphia Neonatal IRT (mmpoms-
BoacTBo Perkin Elmer, ®uHASHINSI) U KOMIUIEKCHOMK
JTabopaTtopuu HeoHaTabHOTO CKpuHMHTA Pribori Oy me-
TOIOM UMMYHOMDITIOOPECIICHTHOTO aHAIN3a C pa3peIlecHU-
€M T10 BpeMEHM C MCITOTh30BaHNEM MOHOKJIOHAJIbHBIX aH-
THUTEI, MEYeHHBIX eBporreM. [10TOBEBII TecT TPOBOIMIICS
Ha aHaiu3atope rmora Nanoduct. 1 IUTOreHeTU4eCKo-
TO MCCJIeIOBaHUS TUMMOIIMTOB TIepruhepuIeCcKOi KPOBU
nociie G-oKpalrmBaHUs ObLT MCTIOJIB30BaH TPUHOKYJISIP-
HbI MuKpockomn LeicaDM?2500 ¢ mporpaMMHBIM obecrie-
yeHeM Cytovision. MccnenoBanme METOIOM XPOMOCOM-
HOTO MUKPOMAaTPUYHOTO aHaJIn3a IPOBEIeHO B 1abopa-
Topuu «I'eHOMeE».

PesynbraTtbl 1 06cyKaeHne

HPT — 5T0 011H 13 OCHOBHBIX YJIEHOB CEKPETOPHBIX
MPOOYKTOB YEJIOBEUECKOM MOMXKETYIOUYHON XeJe3bl, SIB-
Jgomuicsd crneunuduieckumM MapkepoMm MaHKpeaTuye-
ckoit dyHKIMU. TPUTICUH — €AUHCTBEHHBIN U3 MaHKpea-
TUYECKUX (DePMEHTOB, KOTOPBI MPOAYLIUPYETCS UCKITIO-
YUTEJbHO MOKETYTOYHON Kene30i. AMHAPHBIE KIIETKU
TOIKETYIOYHOU KeJie3bl BBIICSIOT ABa INTABHBIX U30dep-
MEHTa SH3UMaTUYECKN HEaKTUBHOTO TPUTICUHOTEHA, KO-
TOpBIE MPEBPAIAIOTCS B TPUTICUH ITyTEM OTIIETUICHUS TeK-
carentyaa ot N-KOHIa MOJIUNENTUAHON 1ernu. OCHOBHOM
(opMoli B KpoBU SIBJISIETCSI TPUIICUHOTEH [3]. YBenmuueHue
B KpoBU MPT y HOBOpPOXXIEHHBIX ¢ MyKOBUCIIUI030M ITPO-
HWCXOAUT B pe3yJbTaTe 3aKyMOPKU MPOTOKOB MaHKpeaTuye-
CKUX XeJie3 BI3KUM CEKPETOM, UTO MPEMSITCTBYET MPOHUK-
HOBEHMUIO TPUIICUHOT€HA B TPOCBET TOHKOTO KUIIIEYHUKA,
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IJie OH B HOpMe MpeBpauaeTcs B TpurcuH [1]. B pamkax
HeoHaTaabHOro ckpuHuHIra MPT ClIyXXHUT BHICOKOUYBCTBU-
TeJIbHBIM MapKepOM MYKOBUCIIMI03a.

MykoBucMa03 (KUCTO3HBIN (UOPO3) SABIIETCS pac-
MPOCTPAaHEHHBIM MOHOT€HHBIM MYJIbTUCUCTEMHBIM 3a-
00JIeBaHMEM C ITOPAXKEHUEM JbIXaTeIbHBIX TYTei, JKery-
JIOYHO-KUIIEYHOTO TPAaKTa U PEMPOAYKTUBHON CUCTEMbI
y MykurH. YacToTa MyKOBHUCIIMI03a KOJIEOIETCS Cpeau
eBporeonnoB oT 1:600 1o 1:17000 HOBOpOXIEeHHBIX, B PD
coctapysieT 1:9000 HOBOPOXXIEHHBIX, B Halllel 06JacTh —
1:13950. 3aboseBaHue HACAEAYyeTCs MO ayTOCOMHO-Pe-
LIECCUBHOMY THUITYy U 00YCJIOBJIEHO OMaJUIeIbHBIMU BapH-
aHTaMM B TeHe, PacIoIOXKeHHOM Ha JUIMHHOM Tutede 7-it
xpoMocombl. Ha maHHbIi1 MOMeHT u3BecTHO OoJiee 2000
Kay3aTHBHBIX BADUAHTOB.

CorjacHo KJIMHUYECKUM peKoMeHIauusMm [4], npu
NpeBbIeHnH oporosoro 3HadeHuss MPT B pamkax He-
OHATaJIbHOTO CKPUHMHTIA ITPOBOIUTCS ITOBTOPHOE OTIpe-
JIieJIeHUe YPOBHSI ATOr0O aHaJuTa B Bo3pacte 21—28 mHeit
Ku3HU. [Tpu monoxurtenbHoM pesysbrate (6osee 40 HI/miT)
Ha BTOPOM 3TaIie POBOAUTCS MOTOBasI Mpobda — «30710TOM
CTaHAapT» AMAarHOCTUKY MYKOBHUCIIMI03a.

3a nepuon ¢ 2020 nmo 1 xkBapran 2023 r. B CaxanuH-
CKOI1 00J1aCTH B paMKaX HEOHaTaJbHOI0 CKPMHUHTA 00-
caenoBaHo 16685 gereit. Cpenn Hux 264 pebGeHKa MMEN
noBbIIeHHBINM ypoBeHb MPT, uto coctabisier 1,6% ot Beex
obciienoBaHHbIX. [1py peTecToBOM MCCIeI0BaHUU B BO3-
pacte 21—28 nHeit XU3HU MOBBILLIEHHUE ATOTO ITOKa3aTess
Habmonanock y 29 nereit (0,17% oT obliero KojimyecTBa
obcnenoBaHHbIX). [ToToBast mpoba Obla mpoBeaeHa 27 ae-
TSM C TMIIEPTPUIICMHOTeHeMKei. JIBoe HOBOPOXKIECHHBIX
umenu Tskensie BITP 1 ckoHYanuch 10 mpoBeaeHus Mo-
TOBOTO TecTa. [10J10XUTeIbHbIC Pe3y/IbTaThl IOTOBOM IIPO-
OBl OBLIM OTMEUEHBI JIUIITb Y OMTHOTO peOEHKA ¢ KMILIEYHOI
(opmoii MmykoBucLHa03a. Y 6 neTeil rTunepTpUIICMHOTeHe -
MMs1 OblJ1a 00YCJIOBIEHA BHYTPUYTPOOHOI H(peKLIMe, v 4
COITPOBOXIAIaCh HEYTOYHEHHON HEOHATAIbHOM KEJNTY-
XOI TI0CJIE BBIMMUCKY U3 YIPEKIACHUS POTOBCIIOMOXKEHMUS,
y 12 O6b11M BhIsIBIEeHBI paznuuHbie BITP, y 1 — xpoMocom-
Has aHOMaJIvsl, Y 3 HOBOPOXKIEHHbBIX IPUYMHBI ITOBBILLIE-
Hust UPT yTouHUTB HEe yaaaoCh.

B 2023 r. B X01e HEOHATaJIbHOTO CKPUHMHTA ObLT 3a-
(brkcupoBaH KIMHUYECKUI CTydaid TUIIEPTPUIICUHOIeHE -
MUM y peOeHKa ¢ XPOMOCOMHOI aHOMAaJIMEii.

PeGeHoK oT XXeHIIMHBI 29 1eT, COMaTUYECKHU 310pOBa,
BTOpoOIi Opak. Oty mpodanaa 40 neT, BTopoii Opak. Pede-
HOK OT 2-i1 6epeMeHHOCTH (1-51 6epeMeHHOCTD B 2020 T.,
0€3 OCJIOXXHEHU (0T IPYroro My>XKUYUHBI), MaJIbYUK, 3/10-
pOB), MpoTeKaBIIel Ha (hOHE MUILIEBO TOKCUKOMH(MEK-
LIMU B 28 TeCTAallMOHHBIX HeAeAb U MH(MEKIIUU TTOJOBBIX
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nyteii B 37 Heaenb. Y3U I ckpuHUHT 6€3 0COOEHHOCTEI.
ITpu npoBeneHU KOMOMHUPOBAHHOTO CKpUHUHTA | Tpu-
MecTpa 0epeMEeHHOCTHU PUCK MpPedKIaMIICUU 10 42 He-
nenb 1:49, 3agepxxku pasputus miona 1:106, Tpuco-
muu 21 xpomocomsl 1:4054, Tpucomuu 18 XxpomMocombl
<1:20000, Tpucomum 13 xpomocomsr 1:16011. ITpn Y3U
IUI0Za BO BTOPOM TPUMECTpPe HaOII0IAI0TCsI BEHTPUKY-
JoMeranusi, Medokapaus, npu Y3U B TpeTbeM TpuMe-
CTpe — MEe30Kapausi.

Ponnl 2-e, cpounbie B 40 Heaenb 6epeMeHHOCTU. [Iu-
arHo3 B aKyIlIepCKOM cTallMoHape: TUddy3HbII HETOKCH-
yeckuii 300 0 cT., ayTUpeo3, oTeku bepeMeHHbIX. [1pen-
JIiexkaHue TUIofa TOJIOBHOE, IUIalleHTapHasl HeaoCTaToq-
HOCTb, KOMIIEHCHPOBaHHasl (popMa, TpexaeBpeMeHHBII
pa3pbIB IUIOAHBIX 000104eK (0€3BOMHBIN ITPOMEXKYTOK
54 55 MUH), OKOJIOTJIONHbIE BOALI MEKOHUANbHBIE [A.
Bec pebenka npu poxkaenun 3350 r, nmuHa 56 M, OLIEH-
Ka 1o mkaue Amrap 8/8 0.

Ha momeHT obcnienoBaHus mpoOaH HaXOAUICS B OT-
JeJIEHUY TaTOJIOTMY HOBOPOXKACHHBIX. JIMarHo3 B cTaliio-
Hape: BHYTPIKEIYI0YKOBOE (HETpaBMaTUYECKOE) KPOBO-
M3JIMSIHYE 2-1 CTETIeHU, KOPOTKasl y31e4Ka si3bIKa, OTKPbI-
TOE OBaJIbHOE OKHO, BPOXICHHBII CTPUIOP, TUITOILIA3HS
THUMYCa, SIUTEIMATbHO-KOITYMKOBBIM XOII, JIEBOCTOPOH-
HSIs IBYXZIOJIeBast THEBMOHMUSI.

AyIMONIOTUYECKUI CKPpUHUHT He mpoiineH (AD=AS
OTpULIATENIbHBIN) — PEOEHOK OTHECEH K BBICOKOI IpyI-
e pucka 1o tyroyxoctu. [Ipu npoBeneHUU IepBUYHO-
IO U PETECTOBOIO UCCIIEAOBaHMsI B paMKaX HEOHATaIbHO-
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ro CKpMHUHTA BbIsIBIeHA TuneptpurncuHoreHemus (MPT
Ha 2-e cyTKu Xu3Hu 206 Hr/MJ, Ha 5-¢ — 156,9 Hr/Ma
npu cut off 63,0 Hr/mi; Ha 21-e —102,0 Hr/Mut ripu cut off
40 ur/mn). IloTtoBast mpoba oTpulaTeIbHAas IBaXIbl (42
U 34 MMOJIb/JT).

OOBEKTUBHO TIPU OCMOTpE B Bo3pacTe 1 mecsll
IUCMOPGUYHBIN (heHOTUIT: YMepeHHass MUKpoLedains
(OKpPY>KHOCTb TOJIOBbI 34 CM), BbICOKasl JUHUS pOCTa BO-
JIOC B 001aCTH J10a, JJIMHHBINA CriaXKeHHbIN (UIBTP, TOH-
Kasl 3aBepHYTasi BEpXHsIsI Ty0a, aHKMIIOTJIOCCHS, SI3bIK He-
OOJIBIINX Pa3MepPOB, MUKPOTHS, TUCMOPGUYHBIE YIITHBIE
PaKOBUHBI, KOPOTKasI IIesT, SIMUTEIMATbHbII KOITYMKOBBII
XOJI, TIoTIepeYHas JIaAOHHAasI CKJIaaKa.

l'eHeaornueckunii aHaMHE3 CO CTOPOHBI MaTepH pe-
OeHKa He OTSrOIleH, KApUOTUIT HOPMaJIbHBIN XXEHCKUI
(46, XX). Otelr pebeHKa B TIEpUOI ITEPBOTO OpaKa KOHCYIIb-
TUPOBAH T'eHETUKOM, MH(MOpMaIIst 00 3TOM Obllla CKPbITA.
My:kurHe ObLIO ITPOBEAEHO KaPUOTUITMPOBAHUE,, BBISIBIIC-
Ha cbajaHcUpoBaHHas TpaHcaokalus (puc.1), KapruoTumn
46,XY,t(1;13)(q43;922). UccaenoBaHue BBITTOJHEHO C 1ie-
JIBIO IIPOTHO3MPOBAHMSI TIOTOMCTBA 10 MPUYMHE ITPephIBa-
HUST 0epeMEHHOCTH 110 MEAMIIMHCKUM TToKa3aHusIM. JIra-
THO3: OepeMeHHOCTh 12 Helle/ib, KUCTO3HAasi TUTpoMa Ien
y rona, sHuedanouene, IMXKII, exnHCTBEeHHAsI apTepust
nynoBuHbl. LluToreHeTnyeckoe uccieaoBaHue abopTHO-
ro MaTepuajia He BIIOJHsIOCh. [1py BTOpOii 6epeMeHHO-
CTH B TOM e OpaKe IIpoBeeHa acIIMpalivsi BOPCUH XOpH-
OHa, oOHapyXeHa cbaJlaHCUpOBaHHAs TPAHCIOKAIIUST, Ka-
puotni 46,XX,t(1;13)(q43;q22), noaTBepKaAeHHAS 3aTeM

-

L
P %3

2

Puc. 1. Kapuotmn oTya npobaHpga
(G-okpalmBaHme). ObHapyxeHa cbanaHcu-
poBaHHas TpaHciokauma mexay 11 13 xpo-
MOCOMaMW.

18

Fig. 1. Proband'’s father karyotype (G-band-
ing). A balanced translocation between
chromosomes 1 and 13 was detected.

<
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nocTHaTajbHO (puc.2). Poabl caMonpou3BoibHbIE, 310PO-
Bas AeBouKa, (heHOTUIT Oe3 OCOOEHHOCTE.

YuutbiBast (pakT HEOHATAJILHOI TUIIEPTPUIICUHOTEHE -
MMM, AaHOMAJIbHBI KAPUOTHUIT OTLA I MHOKECTBEHHBIE Ma-
JIbIe aHOMaJIMK Pa3BUTHS ObLIO HA3HAYEHO LIMTOTEHETHYE -
CKOE McclleloBaHue JTMMQOLIMTOB KPOBU ITpodaHIa. Boiss-
JieHa XxpoMocoMHast aHoManust (puc. 3, 4) B Bue nejieluu
JJIMHHOTO TIIe4a XpoMocoMbl 1(q43) U JOMOTHUTEABHOTO
XPOMOCOMHOTI'O MaTepuajia Ha XpoMocoMe 1 HeM3BeCTHO-
IO TIPOMICXOXICHUSI, IIPEAMOIOXKUTEIbHO YaCTUYHAS TPU-
coMust xpomocomnl 13 (46,XY,add(1)(g43)).
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CornacHo JUTepaTypHbIM JaHHBIM, CTPYKTYPHBIE aHO-
MaJIMM XpOMOCOM (B HallleM cjIy4yae YaCTUYHasi TPUCO-
MU XpOMOCOMBI 13) conmpoBOXIaOTCs OOIIE 3amepK-
KOl pa3BUTUSI, pAaCCTPOMCTBAMM ayTUCTUYECKOIO CIIEK-
Tpa, MOPOKaMU M/WJIM MaJbIMU aHOMAJIMSIMU Pa3BUTHS
[5,6]. dust yrouHeHMsT (DparMeHTOB XpPOMOCOM, BOBJICUEH -
HBIX B MEPECTPOIKY, 11eJeco00pa3HO MPOBEeNeHNE CpaB-
HUTEJIbHON T€HOMHOM TMOPUAN3AIMK C UCTIOJIb30BaHM -
em mukpouunoB (arrayCGH). Pe3ynbTaThl XpoMOcoOM-
HOro MUKpPOMAaTPUYHOI'O aHaJIM3a MOATBEPAUIN JaHHbIE
LIUTOTeHETUYECKOTro MccaenoBaHus. MoIeKyIsIpHblii Ka-

Puc. 2. Kapviotun nonycmbcea no oty (G-okpaLumsaHve).
BraHa cbanaHcmpoBaHHas TpaHcnoKauma mexay 1 n
13 xpomocomamu.

-
» o Fig. 2. Paternal half-sib’s karyotype (G-banding).
L 8 ‘ ! an RA ﬂ A balanced translocation between chromosomes 1
1 20 2 2 X Y and 13 was detected.
46,XYLt(1 ;13)
(943;922)
o o
K O 0 0
BIMP LIHC, 46,XX,'t(1 ;13) 46,XY ,add(1)
npepbiB aHue (a43;022) (943)
B 18 Hegenb

Puc. 3. PogocnoBHas npobaHza.
Fig. 3. Proband’s pedigree.
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puotun arr [GRCh38] 1q44(245565599 248929896)x1,
13q22.2q34(75724424 114341910)x3. UmeeTcs BeposiTHO
MaToreHHast MUKPOJIENIEIUs yIacTKa XpOMOCOMBI | ¢ To31-
i 245565599 no mosummn 248929896 (pasmep: 3364297
Map HyKJICOTUIOB, YMCIIO TEHOB B 00JIacTH aucbanaHca
15) u maroreHHasi YTJIMKAIMS y9acTKa XpOMOCOMBI 13
¢ no3utuu 752724424 no nosuuuu 114341910 (pa3mep:
38617486 nmap HYKJIEOTUIOB, YUCJIO FTEHOB B 00JIACTU JUC-
6ananca 98). KinnHUuecKnii MarHo3: Ipyrue yTOYHeHHbIE
XPOMOCOMHbBIE aHOMAJTUH.

PeGeHok pa3BuBaeTcs ¢ 3a1epXKKOii, CO CTOPOHBI PO-
JIUTesIel Xamobbl Ha MPUCTYIBI cymopor. HeBposiorom
YCTaHOBJIEHA TEMIIOBAsl 3aJepkKKa MOTOPHOTO Pa3BUTHSI,
WHOaHTUIbHBIE cla3Mbl. PeKOMeHIOBaHbl KOHCYJIbTA-
LIMSI OMUJIETITOJIOTA, IPYTUX CITEIIMATUCTOB 10 TTOKa3aHM-
sIM, HaOJTIO/IEHUE TTeIMaTPOM, HEBPOJIOTOM; CUMITTOMATH -
YecKoe JICUCHUE.

Takum 06pa3oM, HeoHaTaIbHAs TUTTEPTPUTICUHOTEHE-
MU B OOJIBIIMHCTBE CJIyJaeB aCCOLMMPOBAHA C pa3INIHbI-
MU 3a00JIeBAHUSIMU UJTU TTATOJIOTUYIECKUMM COCTOSTHUSIMU
HOBOPOXICHHBIX. B JaHHOM KIIMHUYECKOM MpUMepe To-
BBIIIIEHHBIN ypoBeHb M PT, BBISIBJICHHBIN TIpU CTaHAAPT-
HOM HEOHATaJIbHOM CKPUHMHTE, MUKPOAHOMAJIUU pa3-
BUTHS U MHGOPMAIUs 06 0COOEHHOCTSIX KAapUOTHIIA OTIA
MTO3BOJIAJIM 3aTI0JI03PUTh XPOMOCOMHYI0 aHOManio. CBo-
€BPEMEHHOE BBISIBJICHHUE CTPYKTYPHBIX MTEPECTPOECK XPOMO-
COM TTIOMOKET B IJIAHUPOBAHMHU MTOCIIEAYIONIUX GepeMeH-
HOCTEM B KOHKPETHOM CEMbE.
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Fig. 4. Proband’s karyotype (G-banding).
“ Additional material of unknown origin was
Y found on the long arm of chromosome 1.
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